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110 pe3yJIbTaTaM IOJIHOITeHOMHOro cexkBeHuposanus JTHK

DOUO

JlaGopaTopHbIii HOMep

IHon My:xckoit

Jarta poxnennst 45 et

Bupa 6momatepuana Benosnas kpoBb

Jara mocrymiienns omomarepuanaa | 25.12.2025

Jlnarno3 HanpaBuBIIEro
MEeIUIIUHCKOI0 YUpeKIeHust

XKamoObl: Ha 3amepKKy MOTOPHOTO W IICHXOPEYEBOTO pA3BHUTHUS, INATKYIO TMOXOIKY,
ANUJIENTUYECKUE IPUCTYIIBI B aHAMHE3E.

DeHOTUITNYECKHE OCOOCHHOCTH COTJIACHO MPENOCTABIEHHON MEAMIIMHCKON JIOKyMEHTALUNU
®u3nYecKoe pa3BUTUE HUKE CPEIHET0, TapMOHUYHOE. XOIUT CaMOCTOSTEIBHO HEYBEPEHHO, C
omopoii Ha monHyto cromy. [loxonka artaktuueckas. Ilnocko BambrycHas nedopmanus CTOI.
WNuctpykuuu He BoinonHseT. Peun Her. Urpymkamu untepecyerca. [IpenMeramMu MaHUIyJIUpYeT.
Bricokuii 100, aHTUMOHTOJIOUTHBIN pa3pes ria3, TeJIeKaHT.

Panee npoBeeHHbIE T€HETUYECKHUE UCCIIEOBAHUSA:

- AHanu3 kapuortuna: 46,XY — HopmanbHbIN MyKCKOI KapUOTHII;
- Ckpununr-tectsl Ha JIBH: akTHBHOCTP W3MEPEHHBIX JHM30COMHBIX (EPMEHTOB B Ipenenax
pedepeHCHbIX 3HAYCHUI;
- TMC-no pe3yinbTaraM HCCI€A0BaHUS BBISBICHO IMOBBIILIEHUE KOHLEHTpAlUUU MpojuHa. JlaHHbIe
U3MEHEHHUs MOTYy HaOJIOAaThCs NMPU HEJOCTATOYHOCTU MPOJMHOKCHIA3bl - J10OpPOKayeCTBEHHOE
COCTOSIHME HE HYKIAIOLIEMCS CIIELUATU3UPOBAHHON TEPAIINH;
- Opranndeckue KUCIOTHI MOYHM: B MOYe IOBBIIIEHA KOHIEHTpALUs psija MeTabonuToB. JaHHBIE
U3MEHEHUS MOT'Y HOCUTh BTOPUYHBIN XapaKTep.

C yueTroMm JaHHBIX kajo0, aHAMHE3a, MPEAOCTaBICHHON MEIUIIMHCKOM JokymeHTaruu: Tect
TecToBUYHBIN, MPOBEACHO MOJHOreHOMHOE cekBeHupoBanue JIHK ¢ nenpro moncka reHeTH4ecKux
BapHaHTOB, SBJISIOUINXCS BEPOATHON MPUYMHOMN 3a00I€BaHUS.

PE3YJIBTATBI IOJIHO'EHOMHOI'O CEKBEHUPOBAHUA

ITaToreHHble reHeTHYeCKHE BAPHAHTHI
AccouuupoBaHHOE Hzmenenne [JHK
I'en 3a0oJieBaHUE (HG38)
(OMIM) (M3menenue 6emnka)

He oOHapysxeHo.

3UTrOTHOCTD

Yacrora"
(Tun HacnexoBaHus)

BCPOHTHO MATOr¢HHbIC TCHETUYECCKUE BAPDUAHTDBI

* YacToTs! ajieneii npuseensl o 6ase gnomAD (Beibopka 10 141456 uenosek).
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AccoruupoBaHHOE M3menenne JTHK
3UTOTHOCTB x
Ten 3a0oJieBaHue (HG38) (Twn HacseoBanns) Yacrtora
(OMIM) (U3menenwne Oenka)
Onnedanonatus pazsutus | 20:2.49374453C>A
KCNBI U SIWIeHTHYECKAast ENST00000371741.6: I'etepozurora 0
sHIedanonaTus, TiII 26 c.1107G>T (JloMuHAHTHBI)
(616056) p.Trp369Cys
BapuaHThI ¢ HeM3BECTHBIM KJIMHUYECKUM 3HAYEHHEM
AccormuupoBaHHOE M3menenne JTHK
3UTOTHOCTD .
I'en 3a0oJieBaHue (HG38) (Tin nacneniopanus) Yacrora
(OMIM) (M3menenue Oenka)
He oGHapysxeHo.
CTpYKTYpHBbIE TeHeTHYeCKHEe BAPDHAHTHI
Nzmenenune JJHK Accounnposaoe 3aTpoHyTHIC .
(HG38) 3a00JIeBaHNeE MODGHIHES TCHEI Ywucio xonui Knaccudukarus
(OMIM)
He oGHapyxeHo.
Bapuanrtbl B MuroxonapuanabHoii IHK
I'en ACCOHHHpO]E?)}ﬁ?&:;%OHeBaHHe Uzmenenue JJHK Knaccudpukanms
He oGHapyxeHo.

HUccaenoBanue 4ynucjaa KINHNYECKH 3HAYUMBbIX KOPOTKHUX TAHACMHBLIX IOBTOPOB

AccounmnpoBanHoe 3a00JeBaHIe

OneHOYHOE YHCIIO

I'en (OMIM) DKCHaHCus OBTOpa HOBTOPOB Knaccudukarms
He oOHapyxeHo.
KiiuHuyecku 3HaunMMble BAPUAHTHI, He CBA3aHHbIE C OCHOBHBIM IMATHO30M
AccouuupoBaHHOE Vismenerue JIHK (HG38) 3UrOTHOCTh
T'en 3a00JIEBaHUE (Mismenenie Genka) (Tum Yacrora Knaccudukarus
(OMIM) HACJIeI0BAHMUS)
He obnapyxeHo.
HocurtenbcTBO peneccuBHbIX 3200/1€BaHUIH
AccoruupoBaHHOe 3UTOTHOCTH
Ten 3a00J€BaHNue H3?;IZ;2EZ£EI§€(I§;})38) (Twm Yacrora Knaccudukarus
(OMIM) . HACJICOBAHMSI)
chr6-31934289-
Hedumur ATGGTGGACAGGGTCA
KOMIIOHEHTa 2 GGAATCAGGAGTC-A I'ereposurora 0 o
¢2 KOMITJIEMEHTA c.841 849+19del (PerteccuBHEII) 0.5736% Harorexspili
(217000) p-Val281ProfsTer110
rs9332736
[lepBuunas chr17-44902549-A-C
CCDC103 IHapHAs c.461A>C I'eTeposurora 0.1823% TaToreHH b
JTUCKUHE3Us, TUIT p-His154Pro (PenieccuBHBIif) )
17 (614679) rs145457535
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CBEJEHUSA O KAYECTBE UCCJIEJOBAHUSA

MeTtox ucciienoBaHus

nojgHOreHoMHoe cexkBeHupoBanue (Whole Genome Sequencing)

Tun 6ubnroTeKu

PCR free

Cpenusisi riryOMHA TPOYTEHUS
reHOMa OCiie CeKBEHUPOBAHHS

He Menee 30x

KommuecTtBo MPOYUTAaHHBIX
HYKJICOTHI0B

He menee 90 mipx

Tun npoutenus

IMapHO-KOHLIEBOE

Z[.]'II/IHB. MPOYTCHUS

2x 150 m.o.

KauecTBO BBIXOIHBIX JaHHBIX

1. uucno mpoureHuii ¢ kagectBoM Q20: He meHee 90% OT 4ncIa NPOYTEHUH, OTyUESHHBIX B

CEKBEHHPOBaHUS pe3yJibTaTe CEKBEHUPOBAHHUS
2. umcno npoureHuil ¢ kauectBoM Q30: He MeHee 80% OT 4ncIIa MPOYTEHUH, OTyUESHHBIX B
pe3yJibTaTe CEKBEHUPOBAHHUS

Bo3morxHbIe COanaHcHpOBaHHBIC TPAHCIOKAIIH

TEXHUYECKUE/OHOIOTHYECKHE
OrpaHu4eHus ME€ToAa

JITMHHBIE TPHHYKICOTHIHbBIE TIOBTOPHI
Kpynasre nHceprmm/nenenuu
BapuanTts! B MutoxonapuansHoi JTHK.
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NHTEPIIPETALIUA

bou1 mpoBeneH MOMCK MAaTOr€HHBIX MYyTallMif, ACCOLMHUPOBAHHBIX C HAIMPaBUTEIbHBIM
JUArHo30M U TPOYMMH HACJIEICTBEHHBIMH 3a00JIEBaHUSIMH CO CXOIHBIMU (DEHOTHUIMHYECKUMU
MPOSIBICHUSIMHU.

OOHapy)keH paHee HE ONHCAHHBIA B JUTEPAType BapUaHT B F€TEPO3UTOTHOM COCTOSIHUU B
9Kk30He 2 u3 2 reHa KCNBI, npuBojsmuid K aMMHOKUCIOTHON 3aMeHe p.Trp369Cys, ¢ riyOouHoi
NpOYTEHHs albTepHAaTHBHOTO ayviens 17X wm oOmel rimybunoi mpourenust 29X. IlaroreHHbie
BapuanTel B TeHe KCNBI mnpuBomar K »SHuedanonaTud pa3BUTHS U SNHJICHTHYECKON
sHuedanonatuu, Tumna 26 (616056) ¢ ayToCOMHO-TOMUHAHTHBIM THIIOM HacyieoBaHus. B 3Toit ke
aMUHOKHCIIOTHOW mo3unuu B 0a3e nmanHpix ClinVar Obuta 3apeructpupoBana 3ameHa p. Trp369Leu
AHHOTUPOBAaHHAS KaK MaTOTCHHBIN/BEPOATHO MATONeHHBIN BapuaHT 2 nadopatopusimu (Variation ID:
1803045). [Ipyroii BapuaHT, MPUBOIAIINHN K 3aMEHE aMUHOKHCIIOTHI B TOH ke mo3uiuu p. Trp369Arg,
ObUI OmMCaH y MALMEHTOB C COOTBETCTBYIOIIMM ¢eHoTurnoM B craTthsix (PMIDs: 34915430,
31513310). B cocemHux aMHWHOKMCIOTHBIX moO3WmusXx B 0Oa3e manHbix ClinVar Obum
3aperucTpUpOBaHbl maToreHHbIe 3amMeHbl (Variation ID: 280560, 633626, 156534 u np.). BapuanTt He
BCTpevaeTcsi B 0a3e JaHHBIX TNOMYJSIHOHHBIX dYacTtoT gnomAD v4.1.0, pacmomaraercs B
KoHcepBaTuBHOM caiite (GERP++), mpenckazan oka3piBaTh maTroreHHbIH 3¢dexkr Ha Oenok
koMmbioTepHbiME  aniroputMamu  (CADD, DEOGEN2, FATHMM, SIFT, LRT, MetaSVM,
PrimateAl, MutationTaster, PROVEAN, Polyphen). [Ins yTouHeHuss NaTOreHHOCTH BapHaHTa
PEKOMEHIyeTCsI POBEPKa ero de novo craryca (CeKBeHHpOBaHUE TpUO 1o Metoay CaHrepa).

JlomonHuTeNbHO ObUIa TPOBEACHA OIIEHKAa HOCUTENIbCTBA TMATOICHHBIX U BEPOSTHO
MaTOT€HHBIX TEHETUYECKUX BAPHAHTOB, ACCOIMHUPOBAHHBIX C PEIIECCHBHBIMU 3200JIEBAaHHSIMH.

BbIsiBIEHO HOCHUTENBCTBO MATOT€HHOTO BapuaHTa B reHe (C2, OTBETCTBEHHOM 3a Pa3BUTHE
ayTOCOMHO-perieccuBHOTO 3aboneBanus Jlepumur kommonenta 2 kommuiementa (OMIM: 217000)
(rs9332736, c.841 849+19del (p.Val281ProfsTer110)).

BrisiBneHo HocuTenbCcTBO maToreHHoro Bapuanta B reHe CCDCI(3, OTBETCTBEHHOM 3a
pa3sBUTHE ayTOCOMHO-PELECCUBHOTO 3aboneBaHus IlepBuuHas uumnuapHas JUCKMHE3Ms, THI 17
(OMIM: 614679) (rs145457535, c.461 A>C (p.His154Pro)).

BapuaHTbl BBISIBIEHBI B T'€TEPO3UTOTHOM COCTOSSHUM U HE MOTYT BBI3bIBaTh YKa3aHHbBIC
(GeHOTUIIBI TIPU OTCYTCTBHM IATOTEHHBIX BApUAHTOB BO BTOpPOIl Komuu reHa. Pexkomenmyercs
KOHCYJIbTAIlsl Bpauya-T€HETUKA JUISl OLIEHKM PHUCKOB, CBA3aHHBIX C JIaHHBIM BapUaHTOM, JUIS
nmpoOaH/a U WIEHOB €ro CEMbH.

PEKOMEHIALIUU

1. TIIpoBenenue cekBeHrpoBaHUs 0 CaHrepy JIsl MOATBEPHKIACHUS BBISIBIIEHHOIO BAPUAHTA.

2. IlpoBenenue cerperalliOHHOTO aHalu3a (IPOBEICHUE CEKBEHUPOBaHUs 1o MeToxy CaHrepa
POHTEIISIM).

3. KoncynbTanus Bpaya-reHeTHKa.

Crpanuua 4 u3 5



EV(DGEN

CCBIJIKHA HA UCITOJIB3OBAHHBIE BA3bI IAHHBIX U JIUTEPATYPY

http://www.omim.org
http://www.ncbi.nlm.nih.gov/snp
http://gnomad.broadinstitute.org
http://www.ncbi.nlm.nih.gov/clinvar
https://franklin.genoox.com/clinical
http://www.ensembl.org
https://www.uniprot.org

X NN R LD

www.deciphergenomics.org

Jara Bpigaun 3akimoueHus: 10.02.2026

Bpau-reneruk JIro6akoBa A.B.
3amecTuTeNnb 3aBeIyIoIIero JabopaTopuei, K.0.H. Kpunuipina
AA

3amecTuTeNb pyKOBOJUTENSI HAYYHO-MEIUIIMHCKOTO OT/IeNa Makaposa M.B.
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TECT HA BCIO XXU3HD




YBaxaeMbl KNMeHT,
[lo3gpaBngem Bac!

B Balwnx pykax HaxoguTcsa
YHUKaNbHbIN OTYET O Bawlem
reHeTM4YeCcKoOM 300PO0BbE.
OT4YeT coCcTaB/leH Ha OCHOBe
aHanu3a Bawewn OHK.

Bawa

AHK Eule 4yTb bonee ecaTuneTmusa Hasag NnoyymnTs B
CBOEe pacropsheHme Takyto NoNHy MHPopMaLmMio
O [MaBHOW MOMEKy/1e CBOero opraHmM3Ma 6bino
MPaKTUYECKM HEBO3MOXHO O/19 Ye/TOBEKa, KOTOPbIN
He 3aHMMariCa HayKOM — Ha NMpoBedeHWe aHanmsa m
pacllUdpPOBKY OaHHbIX NOTpeboBanMch Obl roabl K
OrPOMHbIE MaTepUarbHble pecypchbl.

CeroaHa Mbl 06beaUHUM HAYYHbIM OMNbIT 3PbI
MOMEeKyNAapPHbIX TEXHONOIMIK, HOBENLLIEE
obopynoBaHMe U pPaboTy HalLKMX 3KCMepToB ANd
co3gaHma «feHeTUYEeCKOro oTyeTa» ana Bac.

Bbl y3HaeTe O 3a10XeHHOM B BalleM reHoMe
(TO eCTb COBOKYMHOCTW BCEX MeHOB) MoTeHLuMane
N 0cOBeHHOCTAX Ballero opraHmsma.
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3TO NONE3HO 3HATb, U/ ®AKTbI
O CAMOMW IMABHOW MONEKYNE

YenoBek cocTouT MPUMEPHO 13 CTa TPUIINTMOHOB  KITETOK.

B kaaoW KneTKe Hallero opraHmMsMa (3a HeKoTopbIM
UCKIoYeHneM) nMmeeTca a4po, B kotopom ects AHK. AHK
— ANWMHHaA MOoMeKyna, No3ToMy AN KOMMNaKTHOCTU OHa
ynakoBaHa B XpOMOCOMbI. Kayaana knetka (kpome
NOMOBbIX KNETOK — CNePMaTO30MA0B U ANLIEKNETOK)
COAEPXUT 46 XPOMOCOM, KOTOpble pacnpeaeneHbl
rnonapHo — Bcero 23 napbl. Habop xpoMocom HasbliBaeTcq
KapuvoTun. Haw non onpepenseT 23-9 napa XpoOMOCOM —
XX Y SKeHLUMH 1 XY Y MyXXUMH. Tak1MM 06pa3oM,
HOPMarbHble KAapUOTKUMbI — 46, XX 1 46, XVY.

OHK coOCTOWUT U3 HYKNEeOTWAOB (MW HYKNEeoTUAHbIE
OCHOBaHWS) — «BYKB», OCHOBHbIX

cTpouTenbHbix eguHuL, AHK. Ecnn npeacrasnte JHK B
BMOE LEeMOYKM HYKNEOTWAOB, KOTOPbIE TAKKE Kak
XPOMOCOMbI ABASIOTCS NapPHbIMK, Mbl NOAYYUM MPUMEPHO
3,2 MApA Nap Hykneotuaos. Llenoykin Hykneotnaos
pa3HOM ONIMHbl — 3TO U €CTb eH, @ COBOKYMNHOCTb MreHOB —
3TO HaW reHeTu4YecKkrin Kod. HykneoTnabl cHMTbIBaloTCA
no Tpu (TpUNAeTamMu), Tak Kak MMEeHHO TPUW HyKIeoT1aa
KOOUPYIOT aMUHOKKMCIOTY . AMUMHOKMUCNOTa — 3TO 6a3oBag
egmHurua 6enka. TaknM o6pa3om, mocteneHHoe
CUMTBIBAHWME HYKEOTWMAOB M pacllindpoBKa UX B BUAe
TPUMNIETOB NO3BONAET KINETKE NONYYNTh Benok, KOTopbI

Mbl paHblle AyManu, YTo Hally CyAbL6Y
onpegensioT 38e3abl. Ceyac Mbl
3HaeM, YTO BO MHOroM cyab6a — aTo
HaLLW reHsbl.

LDx. YoTrcoH

Aanee BbINONHAET CBOM GYHKLMKM B OpraHu3Me.

CyulectByeT Bcero 20 aMMHOKUCOT, HO M3 MX
KOMBUHaLMIA 06pa3yeTcs MHOXECTBO PasHOOBPa3HbIX
0eNKOB — $EPMEHTOB, «CTROUTENbHbIX KMPMUYMKOB»
HaLMX MbIlWL, cepiLa, Mo3ra 1 Apyrix opraHos.

OHK ogHoM KNeTkn YenoBeKa coaepPMT OKOMO 23 Thicad
reHoB, NoCNefoBaTeNbHOCTb PACcMONOXeHUs
HYKNeOTUOCBE B KOTOPLIX M onNpeaensaeT co3gaHue
YHWKanNbHOro Yenoeeka, To ecTb Bac.

Bal reHoMm 6bli1 «3anucaH» elle Ao Balwero poxKaeHus
npw CIMAHMKM NONOBLIX KNETOK poanTenein U NpUMepHoO
Ha 40 % — a 3To 3HaUWTENbHbIW BKNag — onpeaenvn Bawe

300pOBbe, CKNOHHOCTUM K quy-nMﬁo M TanaHTbl.

Bally reHeTUKY U3MEeHWUTb HeMb3x, HO Ha pe3ynbraTtbl
paboTbl reHOB MOBAMATL MOXHO: 50 % ycnelHom
peanu3auuM reHeTU4eCcKoro Kofaa 3aB1McKT oT obpasa
MWU3HU (NMUTaHUe, Xob6u, obpa3oBaHuMe, BpeaHble
NPUBLIYKK) U 3KONOrMK, OcTaBwmneca 10% — oT
MeOVLMHCKOro BMellaTenseTsa M NporpamMm
30paBOOXPaHEHMS.

DopMUpoBaHME M pa3BUTMe BONbLLUMHCTBA 3aboneBaHuin
ABNAETCA Pe3y/tTaTOM B3aMMOAENCTBMA reHoB, o6pa3a

YKU3HW 1 OKpy»KatoLLe cpedbl.






KPATKUU OTYET

AHanmsz Bawewn [OJHK nposBogunca npuM nomMowm
COBpeMeHHOro BbiCOKOMpoOU3BoaAUTE/IbHOIO MeToAa

CEeKBEHUPOBaHMUA BCero reHoMa - CEeKBEHUMpPOBaHUA
cnepyouwero nokoneHuss - Next Generation sequencing
(NGS).

AHanu3 [HK BbISBU1 HEKOTOPbIE OCOBEHHOCTM.

BaykHo! Pe3ynbTaT MccnenoBaHua He aBngeTcd AMarHo3oM M He o3HadvaeT 100%-10 BEpoATHOCTb
pa3BUTUA 3aboneBaHna. MHbopMaLma o Baluuvx reHax rnoMoxeT Bam nsbexwartb npodbnem
C XXM3HEHHO BaXXHbIMW OpraHaMn.






HacnencrtBeHHble 3a6oneBaHusa

3ABOJIEBAHUE

CTATYCHOCUTEJIbCTBA

CM. 3aK/o4veHne

* 3eneHblM LBETOM BblAeneH Hanboree pacrnpoCcTpaHeHHbIM- «06bIYHbIN» BapUaHT reHa.
OpaHKeBbIM LBETOM - BbIABNEHHAA OCOGEHHOCTb.

**B COOTBETCTBUMU C PEKOMEHOALUNAMU AMEPUKAHCKOM KONNermm MeamnLUnHCKOM reHeTUKM U reHoMukm ACMG
(The American College of Medical Genetics and Genomics).



OHKOPUCKU U HAaCNEeACTBEHHbIE ONyXosieBble CUHAPOMBbI

3ABOJIEBAHUE

CTATYCHOCUTEJIbCTBA

[aToreHHbIX MyTaLLMi, CBA3AHHbIX C
Pa3BUTMEM OHKOMOTMYECKMX 3aboneBaHui,
He BblaB/IEHO

* 3eneHblM LBETOM BblAeNeH Hanboree pacrnpoCcTpaHeHHbIM- «06bIYHbIN» BapUaHT reHa.
OpaHKeBbIM LIBETOM - BbIABNEHHAA OCOGEHHOCTb.

*MpUYnHON pesynbTaTa «He orpeneneHo» MOXeT 6bITb HeAOCTaTOYHad CTeNeHb MPOYTEHMA B JaHHOM 061acTy reHoMa. n
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3yrbTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



CeppaeyHo-cocyaucTblie 3a6oneBaHua

3ABOJIEBAHUE rEH

CTATYCHOCUTEJIbCTBA

[aToreHHbIX MyTaLLKi, CBA3AHHbIX C
pasBUTNEM CepedYHO-COCYONCTbIX
3ab6oneBaHU, He BbISIBNEHO



nHaAnBnAyAJ1ibHA4 PEAKUUA HA HAUBOJIEE YACTO UCMNOJ1b3YEMDIE
JNNEKAPCTBEHHDIE NMPEMAPATDI

MPENAPAT

A3aTuonpuH

AnnonypwvHon

Apunuvnpason

AcCnvpuH

ATOMOKCETUH

BapdapuH

BapdapuH

Ownazenam

N30oHMasung

NprHoTeKaH

NprHoTeKaH

Kap6amazenuH

KnosanuH

MepkanTonypwuH

MeToTpekcaTt

HeBupanuH

OHpaHceTpoH

PucnepuaooH

TuoryaHuH

Tpamapon

DeHUTOUH

DeHUTOMH

DdaBnpeHs

TPMT

CDSN

DRD2

HLA-DPBI1

CYP2D6

CypP2C9

VCORCI

CYPRCS)

NAT2

ABCGI

UGTIAT

HLA-B*1502

MC4R

TPMT

MTHFR

CYP2B6

ABCBI

DRD2

TPMT

CYP2D6

CypP2C9

HLA-B*1502

CyP2B6

NOoJIMMOP®U3M

rs1800462

rs3095318

rs2514218

rs3097671

rs1135840

rs1799853

rs9923231

rs1799853

rs1799930

rs425215

rs4124874

rs3909184

rs489693

rs1800462

rs1801133

rs3745274

rs2032582

rs2514218

rs1800462

rs1135840

rs1799853

rs3909184

rs3745274

FEHOTUN

cCc

cCc

CG

cCc

AA

GG

GG

AC

cCc

AG

cCc

cc

cCc

cCc

GG



MHorogakTopHble 3a6oneBaHUA cepaeYHO-COCYANCTOM CUCTEMDI

NoJINMOP-

3ABOJIEBAHUE BAPUAHTbF 3AKJTIOHEHUE

PU3M

MHorodaKTopHble
cepaeYHo-cocyamcTble - - - - Bes ocobeHHocTeM
3aboneBaHua



MHorogakTopHble 3a6onieBaHUSA

3ABOJIEBAHUE

OxupeHue

OdTanbmonnermnsa

ANNepru4yecknimm puHUT

SHOOMETPMO3

MpeaknaMncuma

MC4R

NRIH3

IL13

ESRI1

C3

NOJINMOP- g A pYUAHTBI*

PU3M FEHOTUN

3a6oneBaHusa BHAOKPMHHOﬁ CUCTEMDI

ccC
rs17782313 TT

TC
3a6oneBaHMUs HEPBHOM CUCTEMBI

CT
rs7120118 cc

TT
3a6oneBaHusa AblXxaTe/IbHOMU CUCTEMbI

AG
rs20541 GG

AA
3a6oneBaHUA MO4YENosIoBO CUCTEMBbI

GG
rs9340799 AG

AA
Ocno)xHeHus1 6epeMeHHOCTH

GG
rs2287845 AA

GA

* 3eneHblM LBETOM BblAeneH Hanboree pacrnpoCcTpaHeHHbIM- «06bIYHbIN» BapUaHT reHa.
OpaHKeBbIM LBETOM - BbIABNEHHAA OCOGEHHOCTb.

*TMpUYmMHON pesynbTaTa «He ornpeneneHo» MoXeT 6blTb HELOCTaTOYHadA CTENEHb MPOYTEHUA B JaHHOM 061acTy reHoMa.

B HopMe y YenoBeka npw NOMHOreHOMHOM CEKBEHMPOBAHWU pPe3ynbTaT MOXET 6biTb He onpeaeneH NpUMepHo anga 5% reHomMa

BALL

TC

CcCc

GG

GG

AA

3AKJTIOHMEHUE

[MOBbILWEHHbIN PUCK

[MOoBbILLUEHHbIN PUCK

[MOBbILWEHHbIN PUCK

[MOoBbILLUEHHbIN PUCK

[MoBbILUEHHbIN PUCK



MpodeccuoHanbHbie 3a6oneBaHnA

3ABOJIEBAHUE

SAKJ/TIOMEHUE

BubpaumoHHas 6onesHb

Y Bac BbIIBNIEH BbICOKUIM PUCK BO3HUKHOBEHUS BUGPALIMOHHOWM
60ne3HM Npuv HebnaronpUATHbIX YCNOBUAX TpyAa.



leHeTUKa nNpoucxoXxaeHus

NCCNEQOBAHUE

[annorpynna

PE3YJIbTAT

H7

SAKJ/TIOMEHUE

Bbl aBnsieTechb HocuTenem ransorpynnbsl H7
MUTOXOHApPWanbHom OAHK,
MapKepbl-MyTaunmn: 4793G



I. 'TEHETUHYECKUWUE OCOBEHHOCTU

MMEIOLLUMNE KITMUHUNYECKOE
SHAYHEHMUE

NMonHoreHOoMHoe UccneaoBaHMe — YHUKANbHbIU "reHeTUYECKUU
check-up" Bawero opraHMamMa, KOTOpbi MOMOXXET MNMOHHATb, YTO
3a/10)KEHO B BalUMX FeHaX U KakK B 3aBUCMMOCTU OT 3TOrO
3a60TUTbCA O ceb6e N CBoen cCeMbe: OLEeHUTb PUCKM pPa3BUTUS
HacneacTBeHHbIX 3a6osileBaHMM Yy cebsa U CBOUX [OEeTewn,
3arnJlaHUpPoOBaTb 300pPOBYIO 6€epeMEeHHOCTb U POXKAEHMe
300pOBOr0  Manbilla, rPaMOTHO MOAOUTUM K nNpuemy
NeKapCcTBEeHHbIX NpenapaToB, €Cnu 3To NoTpebyeTcs.

COAEPXAHUE PA3OENA

HACNEOCTBEHHbBIE 3ABOJIEBAHUA

B 3akntoueHmnmn 6yaoyT oTMedeHbl HacneacTBeHHble 3a60neBaHmng, Mo KOTOPbIM BbIABIEHO HOCUTENBCTBO
MOBPEXXOEeHHOM KOMWK reHa.

OHKOPUCKU U HACJIEOCTBEHHbDIE OMYXOJIEBbIE CUHOPOMbI

Pe3ynbTaT, KoTopblM BaxkeH Ana Bac! Mbl npoBefeM oueHKy reHeTUYeCKOro pUcKka passButms
OHKOMormyeckux 3aboneBaHmMin. ECnm reHeTMYeCKMX BapMaHTOB,CBA3aHHbIX C MOBbILLEHHbIM PUCKOM
OHKOMOrnyeckux 3aboneBaHnin o6HapyXKeHo He ByaeT, To pe3ynbTaT OyaeT NpeacTaBneH Kak "He
BbliB/IeHO"

MOHOIEHHbIE CEPOEYHO-COCYAUCTDbIE 3ABOJIEBAHUA

MpenocTaBUM BaM OTUET O BbISIB/IEHHbIX FEHETUYECKUX NPefpacrofoXeHHOCTAX K pasBUTUIO 3a6oneBaHni
ceppla M COCya0B,UTO MO3BONT BaM HavaTb UX PaHHIO MPODUNAKTUKY U UArHOCTUKY.

OAPMAKOINEHETUKA

MHbopMaLma o Ballmx reHeTUYeCKmMx 0COBeHHOCTSAX BMOoTpaHChOpPMaLLMM TeKapPCTBEHHbIX CPeacTB
MOMOTyYT flevalleMy Bpady CKOPPEKTUPOBaTb LO3MPOBKY M MUHUMMU3MPOBATbL MOBGOYHbIE AEeNCTBUA OT
rnpenapaTos.



1ICTBEHHDBIE

HacneacTBeHHOCTb, OKPYXXEeHUe,
CNy4YarHOCTb — BOT TPM1 BeLlM,
ynpaensawLuuMe Haller cynb6on.

ProHocKk3 AKyTarasa

HacnepcrBeHHble 3a6oneBaHmA — 3aboneBaHme,
aTMonoruyecknM GakTopom (MPUUYKMHOKM) KOTOPbLIX
ABNAeTCA M3MEeHeHMe HacnencTBeHHOro annapaTa
KNeToK - MyTaumnn B JHK. PazsuTre 3TMx 3ab60n1eBaHmm
NPaKTUYECKKM HE CBA3AHO C 06Pa30M KMU3HW M IKOMOTMEN.
3HaHWe CcBoel HacNeACTBEHHOCTW OAET BO3MOMKHOCTb
NPOBOAUTL MPOGUNAKTUKY OCOKHEHWI, PEXKUM Tepanii
Npw ee HanM4yuK, a Takxke crnaHupoBaTe 6epeMeHHOCTb
U NprBerHyTs K COBPEMEHHbIM MeToAaM NMPodUNakTKm
nepegaym 3a6onesaHna crefyolemMy NOKONEeHUIO Npmn
HEeoBXo4MMOCTH.

[eHbl — 3TO OCHOBA HaCNeOCTBEHHOCTH, KOTOpasn aenaeT
Hac TEMM, KEM Mbl IBNAEMCS. Y KaXKO0oro reHa ecTb Aee
Komuu. OaHa KoNWs OOoCTaeTcs 0T MaMbl, BTopas — OT nanhbl.
MHorga cnydaeTcs, 4To oHa KOMKWS reHa «1oMaeTca», HO
BTOpas yCrewlHO CrpaBisaeTcs co BCEMU OYHKLMAMM,
No3ToMy MOOMKa HMKaK He CKa3blBaeTCHa Ha 3[0pP0Bbe
yenoseka. Takue Moam 9BAFTCA HOCKUTENAMMN
3aboneBaHud. NogobHaa cuTyaumna xapakTepHa ansa
336oneBaHuU c ayTOCOMHO-PELEeCCHBHBIM TUTOM
HacnenoBaHMd, 019 NPOoABIEHMA KOTOPbIX HEOBXOAKMMO
Hanu4yre obemnx NoBpeXXaeHHbIX KONKM reHa. OgHMUM M3
NpPYMepPOB HacneaCcTBeHHOro 3a60/1eBaHMsa C ayTOCOMHO-
pPEeLecCUBHbLIM TUMOM HacIenoBaHUA SBNAETCA
MYKOBUCLIMAO3. KaKAbI YENOBEK ABNASTCS HOCUTENEM A0
5-10 MyTauui, cBA3aHHbIX C pa3HbiMKA HAaCNeaCTBEHHbIMMN
3aboneBaHAMK. HeCMOoTpA Ha TO, YTO MNONIOMKA OfHOKW
KOMWK reHa HUKaK He NPOSBNIAETCH, U YeNoBeK Aaxe He
[0orafabiBaeTcst O TOM, YTO OH HOCUTENb, TO MPK BCTpede
OBYX TaKMX HOCUTENEeN B Nape, CyLLECTBYET PUCK

-",ua']. i
7.

nepenavv 06emx NnoBpeXKaeHHbIX KoMK reHoB Byoyuiemy
peBeHKy, YTO MOXET MPUBECTX K PA3BUTKUIO Y HEro
3aboneBaHws.

FEHETUMECKWUU TECT NO3BONSET
YCTAHOBUTb HOCUTEJNIbCTBO TAKOIO
3ABOJIEBAHUWA.

Kak npaBuno, HacneacTBeHHble 60Ne3H NPOoABNATCA
Y)Ke B MepBble rofbl XMU3HW, 0QHAKO BbIBaOT U
ncknoveHua. 4pKMM NpUuMepomM Takoro 3aboneBaHmsa
aBNaeTca reMoxpomMaTos. OHO HaYMHaeT NPoABAATLCS,
B cpegHem, nocne 40 neT.

FEHETUMECKWUI TECT MOXXET NOMOYb
NMPEACKA3ATb PASBUTUE TAKUX
«MNO3AHUNX» HACNTIEACTBEHHbIX
3ABOJIEBAHUMA U OTCPOYUTb UX
HACTYNNEHWE U XKE MAKCUMAJIbHO
CHWM3WNTb HETATUBHDbIE NOCNEOCTBU4.

Mbl MPOAHATTU3NPOBAIWN BOJIEE 2000
rEHOB, MYTALIUN B KOTOPbIX CBHA3AHDI
C HACNEACTBEHHbIMU
3ABOJIEBAHNUAMMN.




CYLWLECTBYET 3 TUMNA HACNEOQOBAHUSA: AYTOCOMHO-PELLECCUBHbIN, AYTOCOMHO-
JOMMWHAHTHbIA U X-CLLEMNNEHHbIN.

0NA paseuTMA HacNeaCcTBEHHOro 3a60MeBaHms, HacneayeMoro ayToCOMHO-PeLLeCCUBHO, YENOBEK OO/MKEH YHACNeA0BaTb
OB€ M3MEHEHHbIe KOMMM OOHOMO M TOrO Xe reHa (Mo 0OHOM M3MEHEHHOM KOMMKM OT KaXKAOro 13 poauTenei), TONbKO B 3TOM
cny4ae YyenoBek 6yaeT 6oneH. BepoaTHOCTb yHacne[oBaTh M3MEHEHHbIe KoMK reHOB OAWHaKoBa A8 ManbyuKoB U AN
OeBoYeK 1 cocTaBnaeT 25%.

MpuMepbl 3a6oneBaHWi, HACNeOyeMbIX ayTOCOMHO-PELECCUBHO: GEHUNKETOHYPUS, MyKOBUCLIMO03, BPOXKAEHHas
OncdyHKLMA Kopbl HagnovyeuHukos (BOKH).

06 ayTOCOMHO-AOMMHAHTHOM TUMe HAaCceAoBaHWA rOBOPAT, KOrAa U3MeHeHHasa Konume reHa AoMUHWPYeT Hag,
HOPManbHOM (He U3MEeHeHHOW) 1 ANA Toro, 4Tobbl 3a6o1eBaHMe PasBMIOCh, [OCTAaTOMHO MOBRENAEHUS OAHOM KOMWK reHa.
AyTOCOMHO-,D,OMVI HaHTHbIMW 38601'IEBEHVIF|MVI 6oneloT B paBHOl’I cTeneHun My>X4YMHbl U XKeHLWMHbI.

MplriMepbl 3a601eBaHMIA, HacneOyeMbiX ayTOCOMHO-OAOMMUHAHTHO: CMHAPOM MapdaHa, axoHaponnazms.

X-CI.I.erIJ'IEHHbIﬁ TN HacnegoBaHWME O3HAYaeT, 4TO Nr'eH HaxoouTca Ha nonoson X XpoOMOCoMe U NnepeaeTcHd BMecTe C Hewr.
My>K4MHBI € X-cLenneHHbiM 3aboneBaHmeM NepenatoT CBO eANHCTBEHHYIO X XpPOMOCOMY AoYepu. MyxdinHa He nepefaeTt
X XpoMoCOoMYy ChIHOBBAM. Yallle Bcero B cny4vae 3aboneBaHmnin ¢ X-cuenneHHbiM TUNoM HacnefoBaHma 6oneoT ManbYmKm
(l/l3-3a HanM4una TONbKO O,D,HOFI X XpOMOCOMbI). )'KEHIJ.LVIHbI npx aTOM MOTYT 6bITb 300POBbIMKM HOCKUTETbHMUaMK. )'KEHLLLVIHbI-
HOCUKTENbHULbI MOTYT NepefaTh U3MEeHeHHbIN reH CBoWM eTam B 50%.

MpUmepbl X-CUenneHHbIX 3a601eBaHUM: MbllleYHaa gucTpodma JioWweHHa, remodunmna A 1 B 1 gpyrve.



3AKJTIOMEHMUE:

Bbin NnpoBeaeH NOMUCK NAaTOreHHbIX MyTaL Ui, aCCOLMUPOBAHHbIX C HaNpaBUTE/IbHbIM AUAarHO30M U
NpPoYUMM HacNeaCcTBEHHbIMU 3a60/1eBaHUSIMU CO CXOAHbIMU PEHOTUNMUYECKUMU NPOABIEHUSIMMU.
O6Hapy)XeH paHee He ONMMCaHHbIN B NUTepaType BapUaHT B reTePO3UroTHOM COCTOSIHUM B 9K30He 20
u3 25 reHa CARDITI, npyBogaLMM K CUHOHMMUYHOM 3aMeHe p.Arg884=, c rny6muHomn npouteHua 32X.
MaToreHHble BapuaHTbl B reHe CARDITI MoryT NnpuBOoAUTb K QyTOCOMHO-AOMMWHAHTHOMN 3KCMaHCUU
B-kneTtok ¢ NF-?B 1 aHepruu T-kneTok (616452); ayTocCOMHO-AOMUHAHTHOMY UMMyHoaebUUunTy, TMNa
11B, c aTonnyeckum gepmatuTom (617638). BapuaHT He BCcTpe4vaeTca B 6a3e AaHHbIX MONYJIALMOHHbIX
yacTtoT gnomAD v4.1.0, BO3MOXXHO NMPUBOAUT K HAPYLLUEHUIO CMIJTAUCUHIa COMNIacHO NpeacKasaHUusaMm
KOMMbIOTEPHbIX anroputmMmoB (SPiP). lna yTouHeHUs NaTOreHHOCTU BapuaHTa peKoMeHAayeTco
npoBepkKa ero de novo ctatyca inbo cerperaumm c 3a6onesaHueM (CeKBeHUpoBaHMe TPUO Mo MeToay
CaHrepa).

AononHuTtenbHO 6bl/1a NpoBeAeHa OLleHKa HOCUTENbCTBA NAaTOMeHHbIX U BEPOSITHO NAaTOreHHbIX
reHeTU4YEeCKUX BapuUaHTOB, aCCOLLMUMPOBAHHbIX C peL,eCcCCMBHbIMU 3a60neBaHUAMMN.

BbissBNneHa ogHa nosBpexaeHHaa konusa reHa SERPINAT (rs28929474, c.1096G>A(p.Glu366Lys))
CBAI3aHHasl C PUCKOM pa3BUTUA ayTOCOMHO-peLeccuBHoro 3aéboneBaHusa: Jepuuur
anbda-l-aHTutpuncuHa (OMIM: 613490). BapuaHT BbISIBIEH B reTEPO3UrOTHOM COCTOSAHUM U HE MOXKET
BbI3bIBaTb YKa3aHHbIX (PEHOTUMN NMPU OTCYTCTBUM NATOreHHbIX BAPMAaHTOB BO BTOPOM KOMUMU reHa.
Apyrux 3Ha4YUMbIX USMEHEHUN, COOTBETCTBYIOLLUMX KPUTEPUSAM NMOUCKA, HE OGHapY)XeHO.

PEKOMEHAOOBAHO:

1. NMpoBegeHne cekBeHMpPoBaHMA No CaHrepy ANg MOATBEPXKOEHUSA BbIABEHHOIro BapuaHTa reHa CARDII.

2. MNpoBefeHme cerperalMoHHOro aHanusa (MpoBeaeHe CeKBeHUpoBaHUA Mo MeToay CaHrepa BapuaHTa reHa
CARDIT pooutensam).

3. KoHcynbTaumsa Bpada-reHeTuka.

4. C y4eToM perynsapHoro obHoBMNeHus reHeTnyeckmnx 6as AaHHbIX Mo peLleHuIo nevallero Bpaya naymeHTa
BO3MOYXEH MOBTOPHbIM aHann3 pe3ynbTaToB CEKBEHMPOBAHMSA (MePBUYHbIX AaHHbIX).




PeBoniouna B OHKOTOrM4YeCKUX
MccnenoBaHUAX BbipaXXeHa NpPOCTOM
dbpazon:

Mo cyTK CBOEW paK — reHeTU4YecKoe
3a6oneBaHue.

Bept @orenblUTEeHH

Ot 5 0o 10% cny4aeB OHKONOrMYecKnx 3ab6oneBaHuM ABNAKTCA HAaCNeACTBEHHbIMM.

JTioam ¢ reHeTUYECKoM NPenpacronoXeHHOCTEIO K PaKy NMoABePKEeHbI ropa3no 6oee BbICOKOMY PUCKY Pas3BUTUA
3aboneBaHns B TEUEHME XU3HM 1 B Gonee paHHeM Bo3pacTe.

HecMoTpsa Ha TO, YTO reHeTUYECKMEe NPUYKMHBLI 419 BCEX TUMOB PaKa elle He BbIIBNEHbI, M3BECTHbI HEKOTOPbIE
nM3MeHeHWd reHoB, KOTOpble MOTyT NepeaaBaTbCH OT poauTend K pe6eHKy M yBeNmM4mBaTb PNCK 3aboneBaHusa. 3Tn
N3MeHeHWA M3BeCTHbl KaK HacneaACTBeHHble onyxoneBble CUMHOPOMbI.

OB6HapyXeHWe MyTaLKWIA B reHax, CBA3aHHbIX C MOBbILLEHHbIM PUCKOM HOBOOBPA30BaHMMA, MOXKET NPEeACKa3aTbh PUCK
BO3HWMKHOBEH WS 3N10Ka4YecTBEHHOro HoBoobpasoBaHKWA, UTO MOMOXKET obecnedyunTs 2PPEeKTUBHBIN CKPUMHUWHT
PaHHIOW AMArHOCTUKY 3a601eBaHus, B pa3bl YBENMYMBAET BEPOATHOCTb M3N1e4YeHMA 1M CHMXKAeT CMEePTHOCTb.

[aHHbIN pasgen coaepXMT pe3ynsTaTbl aHanm3a reHoB, MyTaL WK B KOTOPbIX CBA3aHbI C PasBUTUEM
OHKONOrMYyecKrx 3abonesaHunm.



Mbl MpoaHan13npoBanu Bally HacneacTBEeHHYO NPeapacrofioKeHHOCTb K PasBUTUIO OHKOMOTMYeCKuX 3a6oeBaHni.
Pe3ynbTaT aHanM3a He ABNSeTCs AMarHO30M 1 He o3HadaeT 100%-10 BepOATHOCTb CTOSIKHYTbCA C 60/1e3HbI0. HU3KMI pUCK
(MyTaumi He BbigBNeHO) He o3Ha4vaeT 100%-t0 3aLLUMTY OT Pa3BUTUS 3aboneBaHus. MIHdopMaLumsa o Ballmx reHax MoMOoyKeT
BaM nsbexxaTb MpobiieM C XU3HEHHO BaXKHbIMU opraHaMul

3ABOJIEBAHUE CTATYCHOCUTEJIbCTBA

ALEHOMATO3HbIW MONMMNO3HbIN CUHOPOM APC, MUTYH MyTaumim He BbIgBNEHO

BRCAI, BRCA2, BRIPT, ERCC4,
FANCA, FANCB, FANCC,
FANCD2, FANCE, FANCF,
FANCG, FANCI, FANCL, FANCM,
MAD2L2, PALB2, RADSIC,
RFWDS3, SLX4, UBE2T, XRCC2

AHeMunsa DaHKOHU (BUannenbHble BapUaHTbl) MyTaumim He BbIABNEHO

ATaKcusg-TeneaHrmoakrasus, CMHApPoMm Jlymn-Bap

ATM MyTaumim He BbiIgBNEHO
(6rannenbHble BapUaHTbI)
AYTOUMMYHHbIN nnMbonponmnbepaTnBHbIN .
T Y ONE e FAS MyTaumin He BbIBIEHO
CUHAPOM, TUMN A
AYTOUMMYHHbIN nnMbonponmndepaTnBHbIN .
T Y donp dep FASLG MyTaumii He BbIBIEHO
cuHapoMm, Tun IB
AYTOCOMHO-PELLeCCUBHbIM MOMMMNO3HbIN cMHOPOM  MUTYH, NTHLI, MSH3 MyTaumim He BbiIABNEHO
3110KayecTBEHHOE HOBOOBPa3oBaHMeE BPOHXOB M .
P P TP53, EGFR MyTaumin He BbIBIEHO

nerxkoro

3110KayecTBEHHOE HOBOOGPA30BaHME MONOBHOMO CDKN2A, DICERI1, EPCAM,

Mo3ra MENI1, MLH1, MSH2, MSH®6,
SMARCBI, EGFR, TP53, NF],
NF2, PTCHI, SMARCA4, TSCI],
TSC2

MyTaunit He BbISIBNIEHO

CDH1, MLH1, MSH2, MSH6,
PMS2, APC, BMPRIA, EPCAM,
KIT, SDHB, SDHC, SDHD,

3noKa4yecTBEHHOE HOBOOGPAa3oBaHMe KenyaKa MyTaLnii He BbISBIEHO

SMAD4, TP53
3110KayecTBeHHOe Hf)BOO6paBOBaHM8 KOYM: PTCH2, PTCH1, SUFU MR 2 EE S
6a3anbHOKETOYHbIN pakK (6asannoma)
3noKayecTBeHHOe HOBOOBPa3oBaHME KOXKMU: CDK4, CDKN2A, BRCA2, MCIR, .
MyTaumim He BbIABNEHO
MefnaHoMa BAPI, MITF

3110KayecTBEHHOE HOBOOGPA30BaHME MOTOYHOM BRCAI, BRCA2, CHEK?2, PALB2,

»Kenesbl PTEN, ATM, BARDI, BRIPI,
CDH1, CDK12, EPCAM, MRETIA,
BLM, MLH1, MSH2, MSH6,
MUTYH, NBN, NF1, PMSI, PMS2,
RAD50, RAD5IC, RADS5ID,
SMARCA4, STKT1, TP53

MyTauni1 He BbISIBNIEHO

3M10Ka4YecTBeHHOe HOBOOGpa3oBaHue

N . CDC73, MENI1 MyTaumim He BbIABNEHO
MapaLLMTOBUAHOM (OKONOLWMTOBUOHOW) Xenesbl

* 3eneHblM LBETOM BblAeNneH Hanbornee pacrnpoCcTpaHeHHbIM- «06bIYHbIN» BapUaHT reHa.

OpaHeBbIM LBETOM - BbIABNEHHAA OCOGEHHOCTb.

*TMpUYmMHON pesynbTaTa «He ornpeneneHo» MOXeT 6blTb HELOCTaTOYHadA CTENEHb MPOYTEHUA B JaHHOM 06N1acTy reHoMa.

B HopMe y YenoBeka npwm NOMHOreHOMHOM CEKBEHUPOBAHWU pPe3ynbTaT MOXET 6biTb He onpeaeneH NpUMepHo anga 5% reHomMa



3ABOJIEBAHUE CTATYCHOCUTEJIbCTBA

BRCA2, PALB2, TP53, MLH],

3110KayecTBEHHOE HOBOOGPa3oBaHMe eBoa
JTOKaYeCTBEHH HOB P BaHMe NuLLeBO, MSH2, MSH6, PMS2

MyTaunit He BbISIBNIEHO

3noKayecTBeHHOe HOBOOBOpa3oBaHMe ATM, BRCAT, BRCA2, PALB?2, .
N MyTaumin He BbIABNEHO
NOOXKeNyoo4HOW Xenesbl CDKNZ2A, FANCG, MLH1, MSH2,
MSH®6, PMS2, SPINKT1, BMPRIA,
SMAD4, TP53

VHL, MET, FH, TP53, BAPI],
FLCN, MSH2, SDHAF2, SDHB,
SDHC, SDHD, SMARCB]I, TSCI,
TSC2, DICER, ELOC, WT1

3n0oKayecTBEeHHOe HOBOO6paBOBaHMe MOYKN MyTaumm He BbISBNEHO

3noKayecTBeHHoOe HOBOOBpa3oBaHMe NPAMON APC, ATM, AXIN2, BLM,

KULLIKK BMPRIA, CHEK2, EPCAM,
GALNTI12, GREMI, MLHI1, MLH3,
MSHZ2, MSH3, MSH6, MUTYH,
NTHLT, PMST, PMS2, POLD],
POLE, PTEN, RNF43, SMAD4,

MyTaumi He BbISBIEHO

STKT1, TP53
3110Ka4YecTBeEHHOE HOBOO6pa3oBaHMe TONCTOM APC, ATM, AXIN2, BLM, MR MO EREEENE
KULLIKWK BMPRIA, CHEK2, EPCAM, 1/

GALNTI12, GREMI, MLHT, MLH3,
MSH2, MSH3, MSH6, MUTYH,
NTHLT, PMSI, PMS2, POLD],
POLE, PTEN, RNF43, SMAD4,
STKITI, TP53

310KayecTBEHHOE HOBOOGpa3soBaHue wmntoBmuaHon RET, NTRKI, NTRK2, NTRK3,

MyTaumm He BbIABNEHO
Xenesbl TP53, PTEN

3110Ka4YecTBeHHOe HOBOO6pa3oBaHMe aHagomMeTpna MLHT, MSH2, MSH6, PMS2,

MyTauni He BbIBNEHO
(Tena MaTku) EPCAM, TP53 D

BRCAI, BRCA2, CHEK2, PALB2,
PTEN, ATM, BARDI, BRIPI,
CDH1, CDK12, EPCAM, MRETIA,
BLM, MLHI, MSH2, MSH6,
MUTYH, NBN, NF1, PMSI, PMS2,
RADS50, RAD5IC, RADS5ID,
SMARCA4, STKT1, TP53

3noKa4yecTBEHHOE HOBOO6GPAa30BaHME AUYHUKOB MyTaLnii He BbISBIEHO

MwuenogucnnacTMyeckmnm CUHAPOM SAMDS, SAMDSL MyTaumim He BbIABNEHO

MHoecTBeHHas aHOOKPUHHaa Heomnnasug, TUnMbl

14 MENIT, RET, CDKNI1B MyTaumim He BbIABNEHO
Henpodubpomatos, Tmn 1 NF1 MyTaumim He BbIABNEHO
HenpodubpomaTos, Tmn 2 NF2 MyTaumi He BbISIBIEHO
OCTpbI MMEeNOUOHbIN NenKo3 GATA2, CEBPA, RUNXT, TP53 MyTaumim He BbIABNEHO
PeTtuHob6nactoMa RBI1 MyTaumm He BbiIgBNEHO

* 3eneHblM LBETOM BblAeNneH Hanbornee pacrnpoCcTpaHeHHbIM- «06bIYHbIN» BapUaHT reHa.

OpaHeBbIM LBETOM - BbIABNEHHAA OCOGEHHOCTb.

*TMpUYmMHON pesynbTaTa «He ornpeneneHo» MOXeT 6blTb HELOCTaTOYHadA CTENEHb MPOYTEHUA B JaHHOM 06N1acTy reHoMa.

B HopMe y YenoBeka npwm NOMHOreHOMHOM CEKBEHUPOBAHWU pPe3ynbTaT MOXET 6biTb He onpeaeneH NpUMepHo anga 5% reHomMa



3ABOJIEBAHUE

CuHapoM Bnyma (6uannenbHble BapUaHTbl)

CuHapoM Mnnena-finHgay (Xmnnena-SinHaay)

CrHApOM 3ybyaToro noaunosa

CuHapoM KoyaeHa

CuHAPOM JTnMH4Ya

CuHAapoM JTn-OpaymMeHun

CuHOpoM HelMereH (HuiimMereH) (6uannenbHble
BapUaHTbl)

CUHAPOM ONUTOAEHTUWN U KONOPEKTANbHOMO paka

CuHapoM MenTua-Erepca

Cn HOPOM KOBEHWBHOIO NONMMMNO3a

Ty6epo3HbI CKNepo3

deoxpoMoumToMa/naparaHrnmoma

BLM

VHL, ELOC

RNF43

PTEN, KLLN, PIK3CA, AKT],
SEC23B

MLH1, MSH2, MSH6, PMS2,
EPCAM

TP53

NBN

AXIN2

STKI1

BMPRIA, SMAD4

TSCI, TSC2

SDHAF2, SDHB, SDHC, SDHD,
MAX, NF1, RET, TMEMI127, VHL,
SMAD4, ENG, ACVRLI, EPAS],

MDH2, SDHA

* 3eneHblM LBETOM BblAeNneH Hanbornee pacrnpoCcTpaHeHHbIM- «06bIYHbIN» BapUaHT reHa.
OpaHeBbIM LBETOM - BbIABNEHHAA OCOGEHHOCTb.
*TMpUYmMHON pesynbTaTa «He ornpeneneHo» MOXeT 6blTb HELOCTaTOYHadA CTENEHb MPOYTEHUA B JaHHOM 06N1acTy reHoMa.

B HopMe y YenoBeka npwm NOMHOreHOMHOM CEKBEHUPOBAHWU pPe3ynbTaT MOXET 6biTb He onpeaeneH NpUMepHo anga 5% reHomMa

CTATYCHOCUTEJIbCTBA

MyTaunit He BbISIBNIEHO

MyTaLni He BbISBIEHO

MyTaunit He BbISIBNIEHO

MyTaLni He BbISBIEHO

MyTaunim He BbISBNIEHO

MyTaLni He BbISBIEHO

MyTauni1 He BbISIBNIEHO

MyTauni1 He BbISIBNIEHO

MyTaLnii He BbISBIEHO

MyTauni1 He BbISIBNIEHO

MyTaLnii He BbISBIEHO

MyTauni1 He BbISIBNIEHO



3AKJTIOMEHMUE:

Y Bac He BbISIB/IEHO HacneCcTBEHHOM NpenpacnofiodXXeHHOCTU K Pa3BUTUIO OHKONMOrM4yecKux
3a6oneBaHUN.

PEKOMEHAOOBAHO:

CTapaﬁTer BbIMNOJIHATb o6LMe pekoMeHgauuu no ﬂpOd)VlnaKTVlKe OHKOJIOrM4YeCcKUX 3aboneBaHUM.



NPOD®UNAKTUKA OHKOJTOrMYECKUX 3ABOJIEBAHU:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
NpPenoTBPaTUTb Pa3BUTUE OHKOOTMYECKKX 3a60/1eBaHNI Nogaep>KaHMe HOPMaTbHOM Macchl Tefa (pacyeT
MHOEKca Macchl Tena: Macca (kr)/ pocT? (M2 ), HopMasnbHoe 3HadeHue — ot 18,5 fo 25).

perynapHblie dusnyeckme Harpyskm, NPenMyLLLEeCTBEHHO a3pobHbIe - M1aBaHue, 6er, xogabba Ana
nopaepXaHMa HOPManbHOM MacChl Tena, TOHyCa MblLLL, M COCYA0B.

npodunnakTrka 3abonesaHni, NepeaatoLLMXCs MOMOBbIM MyTEM.

cnefoBaHVe NpaBuaaM Mo oxpaHe U rMrmeHe Tpyaa.

BaKLUMHaLMa AeTen NpOoTUB renaTtnTa B (019 HOBOPOXAEHHbIX) M BMPYCa NanmMIoMbl YenoBeka (Ang eBoYek)
019 NPOPUNAKTUKM PA3BUTUS Paka MeYEHU 1 LEMKM MaTKM.

HoLleHWe oaexabl C ANMHHbIMKW PyKaBaMW, FOTOBHOMO yOopa M COMHLE3aLUMTHbBIX O4KOB, HAHEeCEHUe
COMHLE3ALLMNTHBIX KPEMOB C BbICOKMM MHOEKCOM SPF Ha OTKPbITble YHaCTKU KOXM Kaxkable 2 Yaca B fleTHee BpeM4
roga v B CONTHEYHYIO Moroay.

OTKa3 OT ynoTpebneHus B NULLY BbICOKOKANOPUMHbBIX MPOLYKTOB (C BbICOKMM COAEPXAaHMEM caxapa UMM »K1pPa)
M caxapocofepyallmx HarnmTKoB.

OTKa3 OT yrnoTpebneHusa B MuLLY MACHOM NPOAYKLMIK, MOABEPIHYTOM TEXHOMOMMUYECKOM 06paboTKe, 1
MNPOAOYKTOB C BbICOKMM COOEPXAHMEM COMNU.

npaBUbHOE MMTaHME: yNnoTpebneHune 3eneHmn (NeTPyLLKa, YKPOM, KUH33, 6a3nnuk, NyK 1 4p.), CBEXMX OBOLLEN
N GPyKTOB (6€3 TepMUYECKOM 06PaboTKM), a TakKe PbliObl, ONTMBKOBOIO Macha, MorypTa, MakKapOHHbIX U34eNni 13
TBEPLAbIX COPTOB MLUEHULLbI (MPOU3BOAUTENN OObIYHO YKa3bIBatOT COPT Ha YMNaKOBKe).

OTKa3 OT KypeHWMs, OTKa3 OT afikorons.

npoxoxkaeHwe NpodUNaKTUHeCKoro MeAnLMHCKOro oCMoTpa U AMcnaHcepm3aLmm B COOTBETCTBUN C
MpukazoM MuH3gpaBa Poccum oT 27.04.2021N 404H (pen. o1 19.07.2024) "O6 yTBepXaeHuu MNopsaka nposeneHms
NPOPUNAKTUHECKOTO MeULIMHCKOro OCMOTPa M AUCNaHCcepu3aLMm onpeaeeHHbIX rpynn B3pOocnoro HaceneHms"
(3apermncTpupoBaHo B MuHiocTe Poccnm 30.06.2021N 64042).

B cnyyae BbISBMeHNA reHeTUYeCcKom MpeapacnooXeHHOCTM K OHKONOrMYeckM 3ab0o1eBaHMsaM HeoBX04MMO
06paTUTLCA K Bpady-reHeTUKY, Bpady-OHKOIOrY.




win | CEPAEYHO-
COCYOAUCTDIE
3ABOJIEBAHUS

Ha cepaue He 6biBaeT MOPLUMH,
TONbKO py6Libl.

CugoHuns Na6bpuans Konerr

Ceppale YenoBeKa — 3TO CUMbHbIM MblLLUEYHbIM HAacoc., Ka)Kabl AeHb OHO COKPAaLLAeTcs
M paccnabnaetca

100 000 pas

n nepekKadymBaeT

7 600 nvtpos kposw.

3a 70 NeT *KU3HM CpedHEeCTaTUCTMYECKOE YefloBeYEeCKoe cepLe CoKpallaeTcs

Gonee 2,5 MUNNUNAPAOB pas.

M3 neBbIx OTOENOB cephla (neBoe rnpencepamne v NeBbli xenynoyek) Yepes aopTy KpoBb 6oratas KMCNopoaom
MOCTyNaeT B apTepuanbHoe pycrio (apTepumn, apTepronbl M Kanunnspsl) M OCTABAAETCH K OpraHaM 1 TKaHaM.
HacbITKB opraHbl U TKaHKM KMCNOPOMAOM, KPOBb C Y3e HM3KMM COAepXaHWeM KMCNopoaa Yepes BEHO3HOe pycro
(BeHbI 1 BEHYNbI) MOCTYNAaET B Npasble oTaenbl cepaua (Npasoe npeacepare v npasblii xxenynoyek). OTTyna yepes
NEeroYHyio apTepuio KPOBb HaNpPaB/IAETCa B NIerkue, rae cHosa oborallaeTcd KMCopPOAOM, M rnonafaeT B fiesble
oTAebl CEPALA, 3aMKHYB KPYI KPOBOOBpaLLeHMs.




Knanad

NéroMHbIA .. Knanan

Knanas a0pThi
TpéxcreopuaToiit
knanay

"""" MNepwxapn

HuxHas nonas
BeHa
CxemMaTnyHoe n3obpaxkeHme cepgua

N3 cepaua BbIXOAAT ABa KPYrHbIX COCYAa — aopTa M NerodHas apTepus, M B HEro BXOOAT ABa KPYMHbIX COCyaa —
BEPXHAS M HUXKHAA Monble BeHbl. [lanee oHM B OpraHm13me Yeoseka pa3BeTsngaoTca Ha 6onee MenKkme cocybl.

Ecnun Bce cocynbl YeloBeYeCKoro Tefia coeUHUTL BMECTe U BbITAHYTb B OOHY NUHUIO,
OHWM MNOKPOKOT

pPacCcTosgHME B 100 TbiCcaY KMUTOMETPOB.

3Toro 6yaeT 4oCTaTOuHO, UTOObI

06xBaTUTL 3eMnio okono 2,5 pas3.

B Mupe 1 Poccuu 3abonesaHmMs cepaeyuHo-cocyamncTorn CUCTEMbl 3aHUMAIOT NMOMPYHOLLEE MeCTO Cpean NpPUYIMH
cMepTu. MHorme 3abonesaHmMsa cepaua v COCyAoB ABNSIOTCH MyNbTUdaKTOPHBIMK, TO €CThb Ha MX PasBUTME BINAIOT
KaK BHellHWe daKTopbl (YPOBEHb PU3MYECKON aKTMBHOCTH, XapaKTep NMuMTaHus, KypeHue, noTpebneHue ankorons),
TaK W reHeTUYecKas NpeapacnonoKeHHOCTb.

Ha cerogHAaWHMIM OeHb yXKe M3BECTHbI MHOMME MyTaLWK, KOTopble NPUBOLAT K TEM UK MHbIM CEPaEYHO-
COCYOMCTEIM 3a60M1eBaHMAM, BKNHOYaA KAPANOMMONAaTHIM, HAPYLLEHWUA PUTMa, a0PTOMaTUM, HapyLWeHWe NUNUOHOMo
o6MeHa, HapyLeHWs CBEPTbIBAEMOCTM KPOBM, MOPOKM CEPALLA U NIETOYHYIO MMMNepTeH3uMio. MHorme 13 aTmx
3a60neBaHNI ABNAOTCA NPUUYMHOM CMHAPOMA BHE3aMHOM cepaeYHon cMepTW. BHesanHada cepaeyHasa cMepThb —
3TO PE3KOe NpeKpalleHne cepaeyHon AeaTeNbHOCTH, MPY 3TOM CMEPTb HAaCTyMaeT MIHOBEHHO UM B TedeHue 1
Yaca nocrne Hadana CMMNTOMOB HapyLleHMa paboTbl cepaua. B ocHoBe BHE3aNHOM cepaeUHOM CMEePTU Yalle BCero
NeXUT Cepbe3Hoe HapyleHne pUTMa CepaLa, KOTOPOMY MOTyT Cnoco6CTBOBaTL NMAaTONOrMYecKMe M3MeHeHMs
opraHa (HanpuMep, NpU KapaAMOMMONaThK), NWeMKYecKkan 60Ne3Hb cepaLa, HapyLWeHWA NPOoBoAALLEN CUCTEMBI
cepgua.

BblaBneHWe reHeTUYeCcKoM NpeapacnonoXXeHHOCTH K TOMY UMM MHOMY 3a60neBaHMI0 MO3BOIMT HAYaTb UX PaHHIOK
I'IpOCbMJ'IaKTMKy N ONarHOCTUKY, a TakxXe Nnpu HEeoBX04MMOCTH I'IO,D,O6paTb onTManbHOe NnevyeHKMe.

CDaKTOpr PUCKa Pa3BUTHNA 3aboneBaHmnin cepilua MOXHO noapasgenintb Ha ABe 6onblve rpynnbi:

1. @aKTopbl, KOTOPbLIE Mbl HE MOXEM U3MEHMWTE: BO3PACT, HaCNeaCTBEHHOCTb M NoA.
2 (DaKTOpr, Ha KOTOopble Mbl MOXEM MOBTNATb, CHU3WB TeéM CaMblM PUCK Pa3sBUTUHA 6onesHu:
- HapyweHWe NMNUAHOro o6MeHa (MoBbILWEHWEe YPOBHA XONecTepuHa, TPUMULEePUaOB);
- HapylweHue yrneeBogHoro obmeHa (Npeamabert, caxapHbii anaber 2 Tuna);
- OXUpeHUe U n3bbiITouHaa Macca Tena;
- HEKOHTPO/TMpyeMoe MNoBbllUeHWe apTeplabHONo gaBneHmH,
- 3noynotpebnerHre Tabakom K1 ankoronem;
- HN3Kasq ¢M3VI‘-IECKEFI AdKTMBHOCTb.



Mbl MpoaHan13mMpoBanu Bally HacneacTBEHHYO NpenpacrnofioeHHOCTb K PasBUTUIO CepAeYHO-COCYANCTbIX
3aboneBaHuM. Pe3ynsTaT aHanmsa He aBngeTcd AMarHo30oM M He o3Ha4vaeT 100%-t0 BepOosSTHOCTb CTOMIKHYTbCS C
6one3Hblo. HM3KMIN pUCK (MyTaLumMii He BbiABMNEHO) He o3HadyaeT 100%-10 3alMTy OT Pa3BUTUS 3a6oneBaHus.
VHdopMaumsa o Ballmx reHax MoMoXeT BaM 136exkaTb Mpo6/ieM C KU3HEHHO BaXKHbIMU opraHaMul

3ABOJIEBAHUE CTATYCHOCUTEJIbCTBA

AopTonaTtum

ACTA2, COL3AI, FBNI, MYHT],
SMADS3, TGFB2, TGFBRI,
TGFBR2, MYLK, LOX, PRKC],
FEMP2, ELN, FBN2, FLNA,
NOTCH]I, SLC2A10, SMAD4, SKi,

AHeBpU3Ma rpyLHOM aopThbl MyTaLnii He BbISBIEHO

TGFB3
AopTonaTtua: cmHapoM MapdaHa FBNT MyTaumim He BbIABNEHO
AopTonaTma: CMHAPOM 3nepca-LaHno, COCyanUCTbIN COL3AT MyTaLumit He BbISBAEHO

T7nN

Bpo)aeHHble NOPOoKMU cepala

ACTCI, GATA4, GATA6, NKX2-5,

edbe e ence on neperopo
LedeKT MexnpencepaHoM NeperopoaKm TLLI, TBX20

MyTauni1 He BbISIBNIEHO

CuHOpoM TUMOTU: cepaedHasa dopma CACNAIC MyTaumm He BbIABNEHO

* 3eneHblM LBETOM BblAeNneH Hanbornee pacrnpoCcTpaHeHHbIM- «06bIYHbIN» BapUaHT reHa.

OpaHeBbIM LBETOM - BbIABNEHHAA OCOGEHHOCTb.

*TMpUYmMHON pesynbTaTa «He ornpeneneHo» MOXeT 6blTb HELOCTaTOYHadA CTENEHb MPOYTEHUA B JaHHOM 06N1acTy reHoMa.

B HopMe y YenoBeka npwm NOMHOreHOMHOM CEKBEHUPOBAHWU pPe3ynbTaT MOXET 6biTb He onpeaeneH NpUMepHo anga 5% reHomMa



3ABOJIEBAHUE CTATYCHOCUTEJIbCTBA

Opyrue 3a6onesaHus

MuwemMnyeckasa 6onesHb cepaLa MRAS, BRAP, MIA3 MyTaumm He BbiIABNEHO

BMPR2, CAVT, ACVRLI, ENG,
AQPI, ATPI3A3, BMPRIB,
KCNK3, KLF2, SARS2, SMAD4,
SMADS9, SOX17

JeroyHas apTepuanbHas rmnepTeH3ns MyTaumm He BbISBNEHO

HacnencreBeHHasa remMopparmnyeckas

GDF2, SMAD4, ACVRLI, ENG MyTaumim He BbIABNEHO
TeneaHrnaKTasna

HacnencteeHHasa TpoM6odunus F9, PROC, PROSI, SERPINCI MyTaumm He BbIABNEHO

LDLR, LDLRAPIT, PCSK9, APOB,

CeMenHasa runepxonectrepuHeMms LIPA, ABCG5, ABCGS, APOE

MyTaLnii He BbISBIEHO

Kap.quomuonawm

TMEM43, PKP2, DSC2, DSG2,
DSP, JUP DES, LMNA, PLN,
RYR2, SCN5A, TTN

ApUTMOreHHasa AMcnnasma Mmokapaa MyTaumni1 He BbISIBNIEHO

MYBPC3, MYL2, MYL3, TPM],
TAZ, ZASP (LDB3), MYH?7,
ACTCI, TNNI3, TNNT2, SNTAT,
ACTC, PRKAG2, CSRP3, TNNCI,
JPH2

MMnepTpoduyeckas kapgmoMmonaTna MyTaLnii He BbISBIEHO

* 3eneHblM LBETOM BblAeNneH Hanbornee pacrnpoCcTpaHeHHbIM- «06bIYHbIN» BapUaHT reHa.

OpaHeBbIM LBETOM - BbIABNEHHAA OCOGEHHOCTb.
*TMpUYmMHON pesynbTaTa «He ornpeneneHo» MOXeT 6blTb HELOCTaTOYHadA CTENEHb MPOYTEHUA B JaHHOM 06N1acTy reHoMa.

B HopMe y YenoBeka npwm NOMHOreHOMHOM CEKBEHUPOBAHWU pPe3ynbTaT MOXET 6biTb He onpeaeneH NpUMepHo anga 5% reHomMa



3ABOJIEBAHUE

MnepTpoduryecKkaa kapamoMmonaTms:
M301MPOBaHHasa rMNepTpodUa NEBOro KeNyaouKa

OunaTtauMoHHasa KapguomMmonaTus

Opyrue kapgnomMuonatmm

PecTpukTnBHasg kapanomumonatus

CTATYCHOCUTEJIbCTBA

KapﬂMOMMOI’IaTMM

PLN, CACNAIC, DES, FHLI,
FLNC, GLA, LAMP2, PRKAG2,
PTPNTI, RAFT, RITT, TTR

MyTaunit He BbISIBNIEHO

TTN, CTNNA3, NEXN, PSEN2,
NOTCHZ2, MYPN, NEBL, RBM20,
ANKRDI, ILK, TMPO, ABCC9,
SGCG, MYH6, PSENT, SMADS,
FOXC2, TCAP, SGCA, DTNA,
MIBI, GATA6, FHOD3, CALRS,
MYLK2, JPH2, GATAS, DLGI,
MYOZ2, PDLIM3, SGCB, NKX2-5,
SDHA, LAMA4, FOXCI, HSPBI,
SGCE, GATADI, CATA4, MURC,
NOTCH], FKTN, LAMP2, FLNA,
FHLT, EYA4, SNTAT, TGFBS,
SCN5A, ACTNZ2, JUP, PLN,
HCN4, RYR2, DSC2, DSG2, DSP,
PKP2, PRKAG2, TMEM43, CAVS,
DES, EMD, LMNA, TNNI3,
TNNT2, CACNAIC, DMD, SGCD,
ACTCI, VCL, CSRP3, BAGS3,
CRYAB, FLNC, MYBPC3, MYL2,
MYL3, TPM], TAZ, ZASP (LDB3),
MYH7, TNNCT, KCNE3, LMNA

MyTaLnii He BbISBIEHO

GLA, LAMP2, HCN4 MyTaumim He BbIgBNEHO

TTR, TNNI3, KIF20A, TNNT2 MyTaumim He BbIABNEHO

HapylweHusa putTMma ceppua

[pyrve HacnencTBEHHbIE aPUTMOrEHHbIe
CUHAPOMBI

KaTtexonaMumHepruyeckas »enyngovkosas
TaxXnKapouna

HepBHO-MblLeYHble 3a6oneBaHna

SCN5A, NKX2-5, RYR2, PRKAG2 MyTauuni He BbIgBNEHO

TRDN, RYR2, CASQ2 MyTaumim He BbIABNEHO

CAV3, DES, EMD, LMNA, DMD,
SGCD, BAG3, CRYAB, FLNC,
MYH?7, FHLI, TCAP, SYNE],
SYNE2, TMEM43, FKRP, LDBS3,
DYSF, BVES, SGCG, CAVINI,
SCN4A, KCNJ2, DNAJB6, SGCA,
SGCB, TAZ, ACTAI, D4Z4,
DMPK, CNBP, FXN

MyTauni1 He BbISIBNIEHO

* 3eneHblM LBETOM BblAeNneH Hanbornee pacrnpoCcTpaHeHHbIM- «06bIYHbIN» BapUaHT reHa.

OpaH)eBbIM LIBETOM - BblaBIeHHaqa 0COBEHHOCTb.

*TMpUYmMHON pesynbTaTa «He ornpeneneHo» MOXeT 6blTb HELOCTaTOYHadA CTENEHb MPOYTEHUA B JaHHOM 06N1acTy reHoMa.
B HopMe y YenoBeka npwm NOMHOreHOMHOM CEKBEHUPOBAHWU pPe3ynbTaT MOXET 6biTb He onpeaeneH NpUMepHo anga 5% reHomMa



3ABOJIEBAHUE CTATYCHOCUTEJIbCTBA

HapylweHusa puTMma cepaua

CuHapoM bpyraga SCN5A, GPDIL, HCN4, KCNE3 MyTaumm He BbiIABNEHO

CUHAOPOM cnabocTn CUHYCOBOIO y31a MYH6, SCN5A, HCN4, GNB2 MyTaumim He BbIABNEHO

CALMI, CALM2, CALM3, KCNE2,
KCNQI, SCN5A, KCNH2, KCNET,
KCNJ2, KCNJ5, CACNAIC,
AKAP9, ANK9, CAV3, SNTAT

CUHAPOM yONUHEHHOro nHTepsana QT MyTaumm He BbIABNEHO

KCNAS5, KCNE2, KCNQ],

p §
Pubpunnauma Npeacepant NUPI55, SCN3B, SCN1B, SCN5A

MyTauni1 He BbISIBNIEHO

* 3eneHblM LBETOM BblAeNneH Hanbornee pacrnpoCcTpaHeHHbIM- «06bIYHbIN» BapUaHT reHa.

OpaHeBbIM LBETOM - BbIABNEHHAA OCOGEHHOCTb.

*TMpUYmMHON pesynbTaTa «He ornpeneneHo» MOXeT 6blTb HELOCTaTOYHadA CTENEHb MPOYTEHUA B JaHHOM 06N1acTy reHoMa. 31
B HopMe y YenoBeka npwm NOMHOreHOMHOM CEKBEHUPOBAHWU pPe3ynbTaT MOXET 6biTb He onpeaeneH NpUMepHo anga 5% reHomMa



KAPOAUWOMUNOIATUN

KapaonomMumonaTtusa — 3To 06LLmMM TeEPMUH, 06beaMHAOLWMIA 3aboneBaHMs
cepae4YHoM MblLLbl, MPU KOTOPbIX CTEHKKM MOTYT 6bITh TMGO PACTAHYThI, NGO
YTOMNLEHbI, MO0 YPEIMEPHO KECTKUMU. DTN N3MEHEHUA CTEHOK CepaeYHOM
MbILLLbI MPUBOOAT K HAPYLLUEHMIO COKPaTUTENbHOM CMOCOBHOCTM cepaLa u
cepaeYyHoM HegoCTaTOYHOCTU, HAPYLLEHMAM CepaeYHOro p1MTMa.




i ApuTMOoreHHada gucniasng MMokKappaa

ApUTMOreHHasa oncnnasmsa Mmokapaa — 3aboneBaHue, Mpu KOTOPOM MPOUCXOAUT 3aMeLLEeHME 300POBbIX TKaHeM cepaLa
YXUPOBOW N COEANHUTENBHOM TKaHbIO, UTO Bbl3bIBAET CHUMMXKEHME COKPATUTENBHOW DYHKLMK cepALa U HapyLLeHMe pUTMa
ceppua. KpoMe reHeTnyeckmnx oCOBEHHOCTENM K Pa3BUTUIO apPUTMOINeHHOW OMCMIa3mMM MMOKapaa MoryT NpUBOAUTb
BOCManuTesnbHble 3aboneBaHna MUoKapaa. PacnpocTpaHeHHOCTb apPUTMOMrEHHOM AUCMIa3uKM COCTaBASAET MPUMEPHO 1
cny4am Ha 1000-5000 venoBek, Mpu 3TOM B TPW pa3a Yalle BCTPEYAETCA Y MY»UMH.

[eH PesynbraTt

TMEM43, PKP2, DSC2, DSG2, DSP, JUP DES, MyTauuii He BbiSIBIeHO
LMNA, PLN, RYR2, SCN5A, TTN

3AKJTIOHEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-|m|, He BbiAABJ/1€HO.



i f’mneprpodpuveckaa KapguomMmmonaTus

Pa3HOBMOHOCTb KapAMOMKMONaTUW, MPU KOTOPOW MPOUCXOAUT yBenmnyeHmne (rmneptpodms) TOALWMHbI CTEHOK 1€BOMO
W/VNU NPABOTO eNyaoUKOB, YTO MPUBOAUT K HAPYLUEHMIO COKPATUTENbHOM GYHKLMK cepaLa. PacnpocTpaHeHHOCTb, Mo
pa3HbIM AaHHbIM, cocTaBngaeT 1 criydan Ha 200-500 yenoBek.

[eH PesynbraTt

MYBPC3, MYL2, MYL3, TPM1, TAZ, ZASP MyTauui He BbIIBIEHO
(LDB3), MYH?7, ACTCI, TNNI3, TNNT2, SNTAI,
ACTC, PRKAG2, CSRP3, TNNCI1, JPH2

3AKJTIOHMEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfAA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-|m|, He BbiAABJ/1€HO.



i M‘mneprpoduyeckKkas KapamomMmmonaTus:
n3onmpoBaHHaa runeprpodua neBoro
Xenypouka

Pa3HOBMOHOCTb KapaMOMUONATUW, MPU KOTOPOM MPOUCXOOUT M30NTMPOBAHHOE YBeNMYeH1e TONWMHbI CTEHOK TONbKO
J1eBOro »enynouka. ’mneptTpodma MpUBOOUT K HAPYLLEHMIO COKPATUTENbHOM CMOCOBHOCT CepAeUYHOM MbILLbI U
HapyLWeHWaM puTMa. o AaHHbIM NUTepPaTypPbl, M30IMPOBaHHadA rMNepTpodUa NeBOro Xenyaodka BcTpedaeTca y 17,4%

nayneHToB C Pas/iIM4HbIMU 3aboneBaHUaMM cepaua.

[eH PesynbraTt

PLN, CACNAIC, DES, FHLI, FLNC, GLA, MyTauui He BbIIBIEHO
LAMP2, PRKAG2, PTPNII, RAFT, RIT1, TTR

3AKJTIOMEHMUE:

MNMaToreHHbIX MyTaLIMFI, CBA3aHHbIX C pa3BUTHEM agaHHoOro 3a6oneBaHus, He BbiSIBIeHO.



i JunatalMoHHaA KapauomMmonaTus

PasHOBMOHOCTb KapaMoMUMonaTUK, MPU KOTOPOKM MPOUCXOAMT paclumpeHme (AnnaTaumns) KaMep cepaua, npuy 3ToM
CTEeHKU Kamep ceplia CTaHOBATCA TOHbLLe. Tak ke HapyLUaeTca CoKpaTuUTenbHasa cCNocobHOCTb MUMOKapaa U MoryT
BO3HMKaTb HapyLLeHUa puTMa. PacnpocTpaHeHHOCTb AMnaTaLlMOHHOM KapAMoMMonaTum cocTaBnsaeT 1 crnydain Ha 2500
yernoBek.

3AKJTIOHMEHMUE:

[eH PesynbraTt

TTN, CTNNA3, NEXN, PSEN2, NOTCH2, MyTauui He BbisiBIEHO
MYPN, NEBL, RBM20, ANKRDI, ILK, TMPO,
ABCC9, SGCG, MYH6, PSEN1, SMADS,
FOXC2, TCAP, SGCA, DTNA, MIBI, GATAS,
FHOD3, CALR3, MYLK2, JPH2, GATAS, DLGI,
MYOZ2, PDLIM3, SGCB, NKX2-5, SDHA,
LAMA4, FOXCI, HSPBI, SGCE, GATADI,
GATA4, MURC, NOTCH], FKTN, LAMP2,
FLNA, FHLI1, EYA4, SNTAI, TGFB3, SCN5A,
ACTN2, JUP, PLN, HCN4, RYR2, DSC2, DSG2,
DSP, PKP2, PRKAG2, TMEMA43, CAV 3, DES,
EMD, LMNA, TNNI3, TNNT2, CACNAIC, DMD,
SGCD, ACTCI, VCL, CSRP3, BAG3, CRYAB,
FLNC, MYBPC3, MYL2, MYL3, TPM1, TAZ,
ZASP (LDB3), MYH7, TNNCI1, KCNE3, LMNA

MaToreHHbIX MyTaLIMﬁ, CBfAA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-|m|, He BbiAABJ/1€HO.



NI n,pyrue KapanomMmumonatTmm

feH Pesynbrat

GLA, LAMP2, HCN4 MyTauum He BbiIBNIEHO

3AKJTIOMEHMUE:

MaToreHHbIX MyTaLI,VIFI, CBA3aHHbIX C pa3BUTHEM gaHHOro 3a6oneBaHus, He BbiiBJIEHO.



PecTpUKTUBHaA KapamnoMumonaTtus

PasHoBMAOHOCTb KapanomMmonaTtum, npum KOTOpOPI OTMedaeTCd 3HavnTes/IbHOe yBeJIn4yeHKe XXeCTKOCTN CTEHOK
XXenyaoodkoB cepala. MN3NMLWLHARA XKECTKOCTb HE No3BogeT cepauy NoONMHOUEHHO HanoMHMNTbCA KPOBbHO. TOUHbIX AAaHHbIX O
PacnpPoOCTPaHEHHOCTM HET, 3TOT TUMN KapAMoOMMONaTM BCTPeYaeTCA peaKo.

leH Pesynbrat

TTR, TNNI3, KIF20A, TNNT2 MyTauum He BbiIBNIeHO

3AKJTIOHMEHMUE:

MaToreHHbIX MyTauMﬁ, CBAA3aHHbIX C pa3BUTUEM aaHHOro 3a6boneBaHud, He BbiIBJIEHO.



i AO pTo n AT M M

AopTonaTumM — 3TO rpynna 3aboneBaHni, KOTopasa XapaKTepusyeTcs
PaCLUMPEHUAMM a0PTbl, YTO B KOHEUYHOM MUTOre MOXKET MNPUBECTU K Pa3pbiBy

2TONo MarmcTpallbHOro KpoOBeHOCHOIo cocya.




NI

AHeBpUu3Ma rpyaHOM aopThbl

AHeBpM3Ma rpyaHoOro otaena aopTbl - 3TO paclUMPEeHMe aopThl Bbllle AunadparMbl. AopTa — KpyNHENLLNIN
MarmucTpasnbHbIA COCya, KOTOPbIN HECET KPOBb OT CepALia 1 ydacTByeT B POPMUPOBaHMM 6OMbLIOIO Kpyra
KpoBoobpalleHWs. AHEBPM3Ma a0PTbl MOXKET GOPMUPOBATLCH 6ECCHUMMTOMHO U A0NTOe BPeMSA He UMETb KITMHUYECKMX
npoaBneHmMin. PacnpocTpaHeHHOCTb, MO AaHHbIM NTMTepaTypbl, COCTaBNAET 6 cydaeB Ha 100000 yenosek.

[eH PesynbraTt

ACTA2, COL3A1l, FBN1, MYHT11, SMAD3, MyTauum He BbIIBIEHO
TGFB2, TGFBRI1, TGFBR2, MYLK, LOX,

PRKGT, FEMP2, ELN, FBN2, FLNA, NOTCH],

SLC2A10, SMAD4, SKI, TGFB3

3AKJTIOHMEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfAA3aHHbIX C pa3BUTUEM AaHHOIo BaGOﬂeBaHMﬂ, He BbiAABJ/1€HO.



i Aopronatusa: cuHapomM MapdaHa

Cu HOPOM MapcbaHa— HacnencTBeHHoe 3aboneBaHme coequHUTENbHOMN TKaHW, MPK KOTOPOM B TOM YUCIIEe MOXXET

HapyLwaTbCA CTPOEeHME a0PTbl. |_|pl/l 3TOM CHMHOPOME MOXKET NPONCXOONTb BHe3arHbln Pa3pbIB N pacCcrioeHne aoPTbl

PacnpocTpaHeHHOCTb cocTaBndaeT 1 cnydan Ha 5000 yenosek.

leH Pesynbrat

FBN1 MyTauum He BbiIBNIeHO

3AKJTIOHMEHMUE:

MaToreHHbIX MyTauMﬁ, CBAA3aHHbIX C pa3BUTUEM aaHHOro 3a6boneBaHud, He BbiIBJIEHO.



i AopronaTtua: CUHAPOM dnepca-AaHno,

COCYAUCTbIN TUN

CunHppoM dnepca-LaHno — rpynna 3aboneBaHUM, KOTopasa CBA3aHa C HapyLUeHWEM CUHTE3a KOMlareHa, YTo NpuBoaUT K
MOBbILUEHHOW XPYMKOCTU COCyaoB. [1pn 3TOM CMHOPOME MOMKMMO MOPaXKEHMUA COCYA0B OTMEYaeTCsa MoBblLLUEeHHad
PaCTAXKMMOCTb KOXKW, MOBbILIEHHAs MOABWMXXHOCTb CyCTaBoOB. [py cOCyanCTOM TUMNe CMHAPOMa dnepca-[aHno MoxeT
MPOMCXOOUTb BHE3AMHbIN Pa3pblB M pacCc/ioeHne aopTbl PacnpocTpaHeHHOCTb cocTaBadaeT 1 cnydam Ha 100000 yenoBek.

feH PesynberaTt

COL3A1 MyTauum He BbiIBNIeHO

3AKJTIOMEHMUE:

MNMaToreHHbIX MyTaLIMFI, CBA3aHHbIX C pa3BUTHEM AaHHOro 3a6oneBaHus, He BbiSIBIeHO.



UL

HAPYLLEHNE PUTMA
CEPOLLA

HapylleHuna puTma cepaua — oblmnpHada rpynna 3abonesaHmi, KoTopble
MNpPOoABNATCA HapyLUEHMEM NPOBOAMMOCTU SNEKTPUYECKUX MMMYNbCOB B
MUoOKapae. 3aboneBaHna NpoaBnaTca NMbo 3aMenneHmeM YactoTbl
cepheyHbix cCokpalleHni (MeHee 40 yoapoB B MUHYTY, bpaankapama), nmbo
MOBbILUEHMEeM YacToTbl cepAeyHbIX CoOKpalleHul (6onee 90 yoapoB B MUHYTY,
TaxmKapams), NM6o apUTMMEN (CoKpalleHMa cepaeyHOM MblLULLbl MPOMCXOOAT
yepes HepaBHbIE MPOMEXKYTKU BPEeMeHM).




i Jpyrme HacneacTtBeHHble apUTMOreHHble
CUHAPOMDI

HacnenocTBeHHble apUTMOreHHbIe CUHAPOMbI — Pa3HOPOAHAs rpynna HapyLWeHWN PUTMOB CepAeYHOM OeATeNbHOCTH,
KOTOpble MOTMYT COMPOBOXOATLCA KaK 3aMeaieHMeM YacToTbl CepAeYHblX COKpalleHUn (MeHee 40 yaapoB B MUHYTY), Tak
M MOBbILEHWEM YacTOTbl CepAeyHblX COKpalleHui (6onee 90 yoapoB B MUHYTY). HapyLlleHne prUTMa MOXXET BO3HUKATb B
Pa3NMUHbIX OTAeNax cepala — B »Kenynoykax, B mpeacepamnsax.

feH PesynberaTt

SCN5A, NKX2-5, RYR2, PRKAG2 MyTauuii He BbiIBIieHO

3AKJTIOMEHMUE:

MNMaToreHHbIX MyTaLIMFI, CBA3aHHbIX C pa3BUTHEM AaHHOro 3a6oneBaHus, He BbiSIBIeHO.



i KatexonaMmHepruyeckas XenyaodkoBas
TaXnKapaund

KaTexonamMuHepruyeckas »enynoukoBasd TaxXMKapansa — 3TO HacNeACcTBEHHOE HapyLLeHMe PUTMa, KOTOPOe BO3HUKAET
BC/IeACcTBME HECTabubHOM PaboThl KNETOK MPOBOASALLEN CUCTEMbI CEPALLA B MOMEHT aKTMBaLLMKM CUMMATUYECKOM
HEePBHOW CUCTEMbI, HaNMpPUMep, NPU GU3NUYECKOM Harpy3Ke UMM 3MOLMOHAbHbBIX MepexXyBaHUAX. OnacHoCTb
KaTexonaMnHepPrMyecKom XenygouKoBOn TaxMKapaum 3aK1OHAETCS B TOM, UTO OHa MOXKET MPUBOLUTb K BHE3aMHOM
cepaeyHomn cMepTu. Mpu 3TOM CTOUT OTMETUTb, UTO 6e3 aKTUBALMK CUMMNATUYECKOW HEPBHOM CUCTEMbI, TO €CTb B MOKOE,
coxpaHsaeTca HopMarsbHbI PUTM. TOUHbIX CBEAEHMIM O PACMPOCTPAaHEHHOCTM HET, MO HEKOTOPbLIM AaHHbIM,
KaTexonaMuHeprmuyeckas »efnynoo4koBas Taxmkapamsa BCTpedaeTca ¢ yactotor 1 cnydar Ha 10000 yenogek.

feH PesynberaTt

TRDN, RYR2, CASQ2 MyTauum He BbiIBNIeHO

3AKJTIOMEHMUE:

MNMaToreHHbIX MyTaLIMFI, CBA3aHHbIX C pa3BUTHEeM agaHHoOro 3a6oneBaHus, He BbiSIBIEHO.




limin HepBHO-MbILWIEeYHblIe 3a6oneBaHUdA

HepBHO-MbiLLEeYHble 3a60NeBaHUa — 9TO AOCTAaTOYHO GonbLuas rpynna 3a6oneBaHmni, KOTopasa Bbi3biBAeTCs NMopaXkeHneMm
MOTOHEMPOHOB M HEPBHbIX MyTel, YTO MPUBOAMUT K HapPyLLUEHUIO COKPALLEHUN CKENEeTHOM MYCKYNaTypbl U MblLLIEUYHOM
cnabocTu. HepBHO-MbiLLeYHble 3a60/1eBaHNA MOTMyT COMPOBOXAATHCA PA3NUUYHBIMU HAapPYLLUEHUAMU pUTMa cepaLa m
CUHAPOMOM BHe3arMHoW cepaeyHoin cMepTu. PacnpocTpaHeHHOCTb BCeX HePBHO-MbILLEYHbIX 3a60/1eBaHnI CoCTaBnaeT

oT 11010 cny4daeB Ha 100000 4yenogek.

[eH PesynbraTt

CAV 3, DES, EMD, LMNA, DMD, SGCD, BAG3, MyTauuii He BbiSIB/IEHO
CRYAB, FLNC, MYH?7, FHL1, TCAP, SYNEI],

SYNE2, TMEM43, FKRP, LDB3, DYSF, BVES,

SGCG, CAVINI, SCN4A, KCNJ2, DNAJBS6,

SGCA, SGCB, TAZ, ACTAI, D4Z4, DMPK,

CNBP, FXN

3AKJTIOMEHMUE:

MNMaToreHHbIX MyTaLI,VIl‘;I, CBA3aHHbIX C pa3BUTHEM agaHHOro 3a6oneBaHus, He BbiSIBIeHO.



e CuHgpoM bpyraga

CuHapoM bpyraga— 3To 3a6oneBaHue, MPUBOAALLEE K XKU3HEYTPOXKAIOLMM HapyLUEHWUAM NPoBeaeHUsa MMMybca B
cepALe, XapaKTepusyeTca TUMUYHOM KapTUHOM U3MEeHeHUa MHTepBana ST Ha 3/1eKTPoKapaAMorpaMMe, HapyLLUEHUAMM
pUTMa cepalia B BUOE yYaLLeHHOro COKPALLEHMS XeNyao4KOB cepLia (KenyoouKoBasa TaxMKapaus), 06MOpPOYHbIMU U
npeno6bMOpPOUYHbBbIMU COCTOAHUAMM, BbICOKMM PUCKOM Pa3BUTUSA BHE3AMHOM CepAeYHOMN CMepTHn BCeacTBUe
YKeNyO4o4YKOBOM TaxmKkapanu. TOYHbIX CBEAEHUM O PacCnpOCTPaHEeHHOCTW cnHAapoMa Bpyraga HeT. o HeKOTopbIM
OaHHbIM, BCTpeYdaeTcs ¢ YyacToTomn 1-5 cnydaeB Ha 10 000 yenoBeK B €BPOMENCKOM NOMyNaumn.

[eH PesynbraTt

SCN5A, GPDIL, HCN4, KCNE3 MyTauui He BbiIBIEHO

3AKJTIOHMEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfAA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-|m|, He BbifABJ/1€HO.



limin CUHAPOM crabocTU CUHYCOBOIO y3na

CUHAPOM CNaboCTM CUHYCOBOIO y3/1a— 3aboneBaHme, KOTOPOe BO3HUKAET M3-3a MOPaXkeHUa CUHYCHO-MpeacepaHoro
y3Na, KOTOPbIN ABNAETCA MMTaBHbIM FreHEePaTOPOM 3M1EKTPUYECKOM aKTUBHOCTM cepaua. [pmn AaHHOM BMae HapylleHna
PUTMa CHMYKaeTCa YacToTa CepAeYHbIX COKpaLleHU (6paankapams), Takke MOryT BO3HMKaTb FONTIOBOKPYKEHME,
CHMKEHME NepeHOCUMOCTU GU3UYECKUX Harpy30K, 06MOPOKM. CUHAPOM ClaBoCT CUHYCOBOTO y3/a BO3HMKAET KaK Mo
MPUYMHE BPOXKAEHHOMO HapyLUeHWsa paboTbl MOHHbBIX KAHAMIOB CepaLa, Tak U Mo ApYrMM NpUUKMHaM, BKIOYas
eCcTeCTBEHHbIe MPOoLLeCcChl CTapeHUs, MHGAPKT MUOKapaa, MUOKAPAUT U Apyrie 3aboneBaHus, MoBpexkaatoLLme cepaLe.
OuUEeHUTb PacMPOCTPAHEHHOCTb CUHAPOMa CMHYCOBOIO Y3/1a C/TOXKHO, MOCKObKY 3a60/1eBaHmMe 4acTo NpoTeKkaeT
B6eccMnToMHO. Cpean 300POBbIX AeTeN PachpPOCTPaHEHHOCTb CMHAPOMa C1aboCTM CUHYCOBOTO y3/a COCTaBnseT 2%.

[eH PesynbraTt

MYH6, SCN5A, HCN4, GNB2 MyTauui He BbISIB/IEHO

3AKJTIOHEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfAA3aHHbIX C pa3BUTUEM AaHHOIo BaGOﬂeBaHMﬂ, He BbiAABJ/1€HO.



i CuHapoM yannHeHHoro uHtepsana QT

CUHAPOM yanUHeHHOro nMHTepsana QT — 3To 3a6oneBaHue, MPUBOLALLEE K XKU3HEYTPOXKAOLLMM HapyLLEHUAM
npoBefeHVsa MMMYNbCa B CEPALLE, XapaKTEPU3YeTCa M3IMEHEHUAMM Ha SM1EKTPOKapAMorpaMMe B Buae yoaMHEHUS
MHTepBana QT, HapyLeHUAMU pUTMa cepLa B BUAE yYalLleHHOro COKpaLleHUsa enyooyuKoB cepalia (kenygodkosas
TaxunKapaus), 06MOPOYHbIMU 1 MPEA0OBMOPOYHbBIMU COCTOAHUAMU U BbICOKMM PUCKOM PasBUTUS BHE3AMHOM cepaevyHom
CMepTU BCMEACTBME XeMyao4YKOBOM Taxmkapann. MameHeHns nHtepsana QT MOXKET TakKe BO3HMKaTb NOA AeNCTBMEM
GaKTOpPOB OKpY>KatoLLEeW cpefbl (AMNeTa, MPUEM HEKOTOPbIX MPEernapaToB) - B TAKOM C/lydae MMeeT 06paTHMbIM XapaKTep.
MPUYNHOM Pa3BUTUS FTEHETUYECKIM OBYCOBNEHHOMO 3ab0/1eBaHMa ABNAeTCa HapyLLUeHWe B paboTe HaTPUEBDLIX U
KanbLMEBbIX KAaHaNoB 13-3a MyTaL M B reHax, KOTopble KX KOoOAMPYIOT. PacnpocTpaHEeHHOCTb FreHETUYECKU
06yC0BIEHHOMO CUHAPOMA YOUHEHHOo MHTepBania QT cocTaBngeT NnpuMepHo 1 ciydai Ha 5000 yenosek.

[eH PesynbraTt

CALM]I, CALM2, CALM3, KCNE2, KCNQI, MyTauum He BbiIBNIeHO
SCNS5A, KCNH2, KCNET, KCNJ2, KCNJ5,
CACNAIC, AKAPY, ANK9, CAV 3, SNTAI

3AKJTIOHMEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-wm, He BbiAABJ/1€HO.



i Guépunnaumna npeacepanm

dubpunnauma npenceponi— oaHO M3 CaMblX PACMPOCTPAHEHHbIX HAPYLLUEHWUIN CEPOEUYHOIrO PUTM3, MPU KOTOPOM
MPOUCXOOAT XaoTUUHbIE COKPaLLEeHUA Npeacepani C BbICOKOM YacToToM. [laHHOE HapyLLeHMe BO3HMKAET M3-3a
HECKOOPAMHMPOBAHHOW 3/1eKTPUYECKOM aKTUBHOCTM Npeacepauii. Npu oTcyTCTBUK NedeHmna dbubpunnauma
npencepanin yBenm4mMBaeT PUCK MHCYbTA U BHE3AMHOM cepaeyHon cMepTu. OCNoXxXHeEHUA GUOPUNNALMU Npeacepanm
MOTIyT BO3HWKHYTb B /Il060M BO3pacTe. PacnpocTpaHeHHOCTb cocTaBndaeT 482 cnydyas Ha 100000 yenosek.

[eH PesynbraTt
KCNAS5, KCNE2, KCNQI1, NUP155, SCN3B, MyTauui He BbiIBIEHO
SCNIB, SCN5A

3AKJTIOHEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-|m|, He BbiAABJ/1€HO.



I BpO)-I-(ﬂEHHbIE I-IOPOKM
CEPAOLA




i JedeKT MexxxnpeacepaHom neperopoaxku

[edekT MexxnpencepaoHon Nneperopoakmn ABNAeTca 0OHUM 13 CaMblX BCTPEYaeMbIX BPOXKAEHHbIX MOPOKOB cepaLia U
cocTaBnqaeT npumepHo 10% Bcex MOPOKOB cepALa HekoTopble fedeKTbl MexxnpeacepaHon Nneperopoakm (Hanpumep,
OTKPbITOE OBaflbHOE OKHO) MOTYT 3aKPblBaTbCA CMOHTAHHO B M/1afeHuecTBe UNu OeTCTBE, B YacTW crydYaeB AedekTbl
MexnpeacepaHon NeperopoaKmM oCTatoTca OTKPbITbIMU B 3pe/ioM Bo3pacTe U 6e3 XMpypruieckon KoppekLLMm MoryT
BbI3BaTb CEPAEYHYIO HEOOCTAaTOUHOCTb, aPUTMUK W OPYTHe OCOXHEHUS.

[eH PesynbraTt

ACTCI, GATA4, GATA6, NKX2-5, TLL], TBX20 MyTauuii He BbiSIBIIEHO

3AKJTIOHEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-|m|, He BbiAABJ/1€HO.



i CuHapoM TUMoOTK: cepaevHas opmMa

CUHOpOM TUMOTU — pefikoe reHeTuYeckoe 3a6oneBaHme, KOTopoe NPUBOAMUT K MOPAXKEHUIO CEPALLa, MOXET MPOABAATLCA
HapyLleHneM cepae4yHoro pUTMa (YanmHeHHbI nHTepBan QT) B codeTaHMu ¢ runepTpoduyeckoir kapgmommonaTmein n
nedeKTaMm Mexokenydo4KOBOW NeperopoaKm.

leH Pesynbrat

CACNAIC MyTauum He BbiIBNIeHO

3AKJTIOHMEHMUE:

MaToreHHbIX MyTauMﬁ, CBAA3aHHbIX C pa3BUTUEM aaHHOro 3a6boneBaHud, He BbiIBJIEHO.



I nperE 3A50”EBAH Mq




i MuwemMmnyeckaa 6onesHb cepaua

Mwemunueckaa 6onesHb cepaua (MBC) — ocTpoe UM XpoHUUYeckoe NopaXkeHe MUOoKapaa, KOTopoe BO3HMKaeT
BCNeacTBME YMeHbLUEHNA UMW NpeKpaLLeHUs CHabKeHUa cepaeyHOoMN MblLLbl apTepranbHOM KpoBbio. MHbapKT
MUoKapaa - ABNAeTCa oCTpon GopMol niemMmdeckom 60nesHn cepaLa, CTeHOKapaUa HaNpPsaXKeHUs — MpoaBeHue
XPOHUYECKOM nleMmndecko 6one3Hn cepaua. B ocHoBe 3TOro COCTOAHUA NeaT naTonorMyeckme npoLecchl B cucteme
apTepuii, KOTopble MOCTaBASET KPOBb HEMOCPEACTBEHHO B MUOKapL, (KopoHapHble apTepum). MBC - LUMPOKO
pacrnpocTpaHeHHoe 3a6oneBaHMe BO BCeEM MMpe, B Poccuiickon Mefepaum pacnpocTpaHeHHOCTb cocTaBnseT 587,6 Ha

100 000 yenoBgek.

[eH PesynbraTt

MRAS, BRAP, MIA3 MyTauum He BbiIBNIeHO

3AKJTIOHMEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-|m|, He BbiAABJ/1€HO.



i JlerouHasa aprepuvanibHasa rmneprteH3ua

JleroyHas apTepuanbHada rmnepTeH3na — rpyrnna 3aboneBaHui, KOTOPbIE XapaKTePK3YOTCA MOBbILEHWEM AaBNEHNA B
MasioM Kpyry KpoBoO6palleHUs, MPOXOAALLEM Yepes NNeroyHble cocyabl 1 cepaLe. MoBblLLeHHOE AaBNEeHUE B NIEFOYHbIX
apTepuax Bbl3bIBAET Meperpy3Ky cepalia 1 co BpeMeHeM NMpUBOAUT K CEpAEYHON HEQOCTAaTOYHOCTW. JlerouHasa
apTepuanbHaga rmMnepTeH3na MOXKET BblTb HAaC/1IeACTBEHHOM 1 B TAKOM Cllydae Yallle BCTPeYaeTcsa B MOMTIOAOM U CPEAHEM
BO3pacTe. PacnpocTpaHeHHOCTb - OKoo 15-25 yenosek Ha1 000 O0O0.

[eH PesynbraTt

BMPR2, CAV1, ACVRLI, ENG, AQPI, ATPI3A3, MyTaLuii He BbISB/IEHO
BMPRIB, KCNK3, KLF2, SARS2, SMAD4,
SMADS9, SOX17

3AKJTIOHEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-|m|, He BbiAABJ/1€HO.



i HacnepacreBeHHas reMopparmyeckas

TeN1I€eaHIMM3KTa3und

HacnepcrtBeHHas reMopparuyeckas TeneaHrmakrasmna (bonesHb Pangto-Ocnepa-Bebepa) - cocyamcroe 3aboneBaHme,
KOTOPOE XapaKTepPU3YeTCs NCTOHYEHNEM CTEHOK MENKMX KPOBEHOCHbIX COCYA0B U MX PacLUMPEHUEM (AHEBPU3MDI).
MenKmne KpoBeHOCHbIe CoCyAbl C PACLLUMPEHHbBIMW CTEHKaMKM 0B6Pa3yIoT CETb, HAMOMMHALOLLYIO MayTUHY, OHW J1erKo
MoBpeXAatTCH M KpoBOTOYaT. PacluMpeHue CoCcyaoB MPOUCXOOUT U3-3a HapyLUEHWSA CTPOEHUSA COCYONCTOMN CTEHKM.
BcTpeyaeTca npuMepHO ¢ YacToTomn 2 ciydas Ha 100 000 YyenoBek.

[eH PesynberaTt

GDF2, SMAD4, ACVRLI1, ENG MyTauum He BbIIBJIEHO

3AKJTIOMEHMUE:

MNMaToreHHbIX MyTaLIMFI, CBA3aHHbIX C pa3BUTHEM agaHHoOro 3a6oneBaHud, He BbiSIBIeHO.



i HacneacreBeHHasa TpoMéodunuda

TpoMbodunma — 3To BPOXKOAEHHAA NPefpacrofioXXeHHOCTb K TPOMB006pa3oBaHMI0, KOTOPOE MOXKET Bbl3BaTb 3aKyMOPKY
KPYMHbIX M METKUX COCY0B, B TOM YMCIE BEH HMKHUX KOHEYHOCTEN, M TPOMBO3MOBONUIO TIErOYHOM apTepuni. TPoM603
COCYA0OB MOXET MPUBOAUTL K HAPYLLEHUIO KPOBOCHaBXEHUA OPraHOB M TKAHEW, HapyLUEeHUIO UX GYHKLUKT, @ TaKKe
3a4acTyto K cMepTr 6obHOro. PacnpocTpaHeHHOCTb TPOM6G03a MMyOoKUX BEH Cpeau Nonynaumm coctaBnaet 50 cnyyaes
Ha 100 000 HaceneHus, a TPOMBO3M6OIUM erodHom apTepun —1 ciydai Ha 1000 yenoBeK B rog,

[eH PesynbraTt

F9, PROC, PROSI, SERPINCI1 MyTauum He BbiSBNIeHO

3AKJTIOHEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-|m|, He BbiAABJ/1€HO.



i CeMmenHas rurnepxosiecCtepmHeMms

CeMelHaga rmnepxonecTepmHeMma aBnaeTca 4oCTaTO4HO PacnpoOCTPaHEHHbIM HAacNe4CTBEHHbBIM 3a601eBaHNEM,
KOTOpOE COMPOBOXOAETCA MOBbILIEHNEM KOHLEHTPALMM XONEeCTEPUHA U MPEXXOEBPEMEHHbBIM Pa3BUTUEM
aTepocKNeposa 1 paHHEN ULeMUYECKOM 6one3HU cepaLa. XoNecTepuH OTKIaablBAaeTCA He TONbKO B CTEHKE COCYA0B, HO
TaKXKe B PadyXKKe 1333, B KOXKE U CyXOXXUNUax. PacnpoCcTpaHEHHOCTb rMNepXonecTepuHeEMMM BapbUpyeT B 3aBUCHUMOCTH
oT POPMbl, FETEPO3UTOTHAA CEMEWHAada rmnepxonecTepmHeMms BCTpedaeTcs ¢ YactoTtomn 1 cnydam Ha 200-250 yenoBek.

[eH PesynbraTt
LDLR, LDLRAPI, PCSK9, APOB, LIPA, MyTauui He BbiIBIEHO
ABCG5, ABCG8, APOE

3AKJTIOHEHMUE:

MaToreHHbIX MyTaLlMﬁ, CBfA3aHHbIX C pa3BUTUEM AaHHOIo 3a60neBa|-|m|, He BbiAABJ/1€HO.



B aToM paspnene npeacrasneHa uHopmMaums 06 oco6eHHOCTAX
peaKuuu opraHMsmMa Ha fieKapcTBeHHble npenaparTbl. HekoTopbie
no6o4yHble peaKuumn, 3pPeKTUBHOCTb IEKAPCTBEHHbIX CPeACTB
3aBUCAT OT reHeTUYEeCKUX GaKTopoB.

Bcé — an, BCé — NeKapcTBo;
TO U Apyroe onpenensaeT gosa.

Mapayensc




nHaAnBnAyAJ1IbHA4 PEAKUUA HA HAUBOJIEE YACTO UCIMNOJ1b3YEMDIE
JNNEKAPCTBEHHDIE NMPEMAPATDI

HAMMEHOBAHUE DOAPMAKOJTOTMYECKAYA PEXXUM s AJIbTEPHATUBHASA

MPEMAPATA rPynnA AO3UPOBAHUA ezenlal b s TEPANMUA

SODEKTOB

MNMpoTusoonyxonesbie cpeacTBa

KaneumnTtabuH AHTUMETaboNUTbI CraHaapTHasa fosa Huskuin He o6g3aTenbHa
Kap6amaszenuH NHanBupayanbHaa posa CpeaHun Bo3MoXKHa
MepkanTtonypuH NHanBupayanbHaa posa CpeaHun Bo3MoXKHa
MeToTpekcaT NHanBupayanbHaa posa CpeaHun Bo3MoXKHa
TworyaHuH NHanBupayanbHaa posa CpeaHun Bo3MoXKHa
dTopypaumnn CtaHpapTHaa fosa Huskumn He ob6a3aTenbHa
dTopypaumnn CtaHpapTHaa fosa Huskumn He ob6a3aTenbHa
SpNoTnHUG MpoTrBOONyXoneBble CPeacTBa CtaHpapTHaa fosa Huskumn He ob6a3aTenbHa

MpoTuBOOMyxONeBble CpeacTea

UpuHoTekaH NHanBupayanbHaa aosa CpeaHun Bo3MoXKHa
PacTUTENbHOIO MPOUCXOXKAEHUS
CpepcTBa ANg neyeHusa 3a6oneBaHUM XKelyAo4YHO-KMLUEYHOro TpaKTa
[ekcnaHconpason MHrM6UTOpbl MPOTOHHOIO Hacoca CraHaapTHasa fAo3a Huskun He obsa3aTenbHa
JlaHconpa3son CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
Omenpason CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
MaHTOoNpason CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
Pa6enpason CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
S30Menpason CraHpapTHaa aosa Huskumn He ob6da3aTenbHa

OHOaHCEeTPOH [MpPOTUBOPBOTHbIE CPEeACTBa UHauBMAayanbHaa gosa CpepHuit Bo3MOXHa



PUCK
NMOBOYHbIX

HAUMEHOBAHUE
MPEMAPATA

DOAPMAKOJTOTMYECKA4A

PEXXUM
AO3UPOBAHUA

AJIbTEPHATUBHASA

rPynnA TEPAMNUA

SDDEKTOB

CpepcTBa Aqa nevyeHuda 3a6oneBaHUin HEPBHOM CUCTEMBbI

AHTWapUTMMUYECKMe CpeacTea,

deHUTonH UHamnBupyanbHasa posa CpepHun Bo3MoXXHa
MpoTrBOaNMNENTUYECKNE CPeacTBa
AMUTPUNTUANH AHTUOENpPeccaHTbl CraHpapTHaa aosa Huskumn Bo3mMoxcHa
BeHnadakcuH CraHpapTHaa posa Huskumn He ob6da3aTenbHa
NMunpamMmH CraHpapTHaa posa Huskumn Bo3mMoxcHa
KnomMunpamMmH CraHpapTHaa posa Huskumn He ob6da3aTenbHa
MapoKceTnH CraHpapTHaa posa Huskumn He ob6da3aTenbHa
CepTpanuH CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
LUmntanonpam CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
Apununpason Henponentunku UHamnBupyanbHasa posa CpepHun Bo3MoXXHa
KnosanuH UHauBupyanbHasa aosa CpeaHun Bo3MoOXKHa
PucnepuaoH UHanBupayanbHasa posa CpeaHun Bo3MoXHa
Kno6asam MpoTnBO3aNUIenTUYeCcKne cpeacTsa CraHpapTHasa nosa Huskun He obsa3aTenbHa
Awvasenam MpoTMBOSNUAENTUHeCckne CpeacTsa,, UHauBupyanbHasa gosa CpepHun Bo3MoOXKHa
AHKCUONMUTUKMN
CpencTBa ans ne4vyeHus 3a6osieBaHUN cepaevYHO-COCyAUCTOMN CUCTEMbI
ATOMOKCETUH ARPEHO- 1 CUMMATOMUMETVKN UHanBupyanbHasa posa CpeaHun Bo3MoXKHa
(anbda-, 6eTa-)
Kapsegunon Anbda- 1 6eTa-agpeHob1oKaTOPbI CraHpapTHaa aosa Huskumn He ob6d3aTenbHa
AcnupuH AHTUArperaHThbl UHanBupyanbHasa posa CpeaHun Bo3MoXKHa



HAMMEHOBAHUE DOAPMAKOJTOTMYECKA4A PEXXUM s AJIbTEPHATUBHASA

MPEMAPATA rPynnA AO3UPOBAHUA ezenlal b s TEPAMNUA

SDDEKTOB

CpencTBa Aans neyeHus 3a6osieBaHUM cepaevyHO-COCyAUCTOMN CUCTEMDbI

Knonuporpen AHTMarperaHTbl CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
BapdapuH AHTUKOATYNAHTbI UHanBupyanbHasa posa CpeaHun Bo3MoXKHa

MeTonponon BeTa-agpeHobnokaTopsbl CraHpapTHaa posa Huskumn He ob6da3aTenbHa
ATOpBacCTaTUH CTaTWHbI CraHpapTHaa posa Huskumn He ob6da3aTenbHa
MpaBacTaTuH CraHpapTHaa posa Huskumn He ob6da3aTenbHa
Po3yBacTtaTuH CraHpapTHaa posa Huskumn He ob6da3aTenbHa
CumMBacTaTuH CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
®dnyBacTaTuH CraHaapTHasa fAo3a Huskun He o6sa3aTenbHa

CpepacTBa Ans nevyeHus VIH¢eKLIMOHHbIX 3a6oneBaHuUn

[eHTaMUUMH AMVHOTNIMKO3M AL, CraHpapTHaa posa Huskumn He ob6da3aTenbHa
OdTanbMonormyeckme cpencrsa

MarnHTepdepoH anbda-2a NHTepdepoHbI CraHpapTHaa posa Huskumn He ob6da3aTenbHa

dnyKknokcaunnanH MeHNUWNANNHBI CraHaapTHasa fAo3a Huskun He obsa3aTenbHa

HeBupanuH MpoTnBoBMPYCHBIE (33 UHauBupyanbHasa aosa CpeaHun Bo3Mo)KHa
ncknoyeHrem BMY) cpencrea
[MpoTUBOBMPYCHbIE (3a

LenaruHtepdepoH anbda-2b  pcknioueHnem BUY) cpenctsa, CTtaHpapTHaa fosa Huskumn He ob6da3aTenbHa
MHTepdepoHbl

BopukoHazon MpoTrBOrprbKOBLIE CPEeACTBa CraHpapTHaa aosa Huskumn He ob6da3aTenbHa

ATasaHaBup CpencTsa AN neveHs CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
BUY-nHbekummn

OonyTterpasup CraHpapTHaa aosa Huskumn He ob6da3aTenbHa

3daBupeHs UHauBMayanbHasa aosa CpenHuin Bo3MOXHa



HAMMEHOBAHUE DOAPMAKOJTOTMYECKA4A PEXXUM s AJIbTEPHATUBHASA

MPEMAPATA rPynnA AO3UPOBAHUA ezenlal b s TEPAMNUA

OODEKTOB

CpeacTBa ana nevyeHUsa UHPEKLUMOHHbIX 3a6oieBaHUM

CpepncTtBa aona nevyeHms
AbakaBup BUY-1HPeKLMU , NPOTUBOBUPYCHbIE CraHaapTHasa fosa Huskumn He o6a3aTtenbHa

cpencTea
Cpep.CTBa ana neyeHuna peBMaTo/iIorM4yecKmnx 3a6onieBaHUM
A3aTuonpuH MIMMyHoZenpeccaHTbl UHauBMayanbHasa aosa CpepHuin Bo3MOXHa

AnnonypuHon MpoTnBonogarpmnyeckoe cpeacTso UHauBupyanbHasa nosa | CpepHun Bo3MOXHa

CpepacTBa Ans neyeHusa Ty6epKyne3a

CUHTETNYECKME aHTVI6aKTepVIaJ'IbeIe

U3soHunasup NHanBupyanbHaa aosa CpepHun Bo3MoXKHa
cpefcTea
CpencrBa Ans HapKosa
[anotaH Hapko3Hble cpeacTsa CraHpapTHaa fosa Huskumn He ob6a3aTenbHa
[OecdnypaH CraHaapTHasa fosa Huskumn He ob6a3aTtenbHa
M3odnypaH CraHaapTHasa fosa Huskumn He ob6a3aTtenbHa
CeBodnypaH CraHaapTHasa fosa Huskumn He ob6a3aTenbHa
CpeacTBa, yMeHbLuawLme 601eBo CUHAPOM
MeéynpodeH HectepounnHsie CraHpapTHaa posa Huskumn He ob6da3aTenbHa
NPOTUBOBOCMANUTENbHbIE CPEACTBA
JIOpHOKCUKaM CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
Menokcurkam CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
Mnpokcmnkam CTaHAaapTHas faosa Huskun He o6s3aTensHa
TeHoOKCcKHKaM CTaHAaapTHas faosa Huskun He o6s3aTensHa
Tpamapon OnuonaHeIe HeHapKoTUYecKe NHanBupayanbHaa posa CpeaHun Bo3MoXKHa

aHanbreTuku



HAUMEHOBAHUE

MPEMAPATA

KopewH

DOAPMAKOJTOTMYECKA4A PEXXUM
rPynnA AO3UPOBAHUA

CpeacTBa, yMeHbLuaLme 60n1eBo CUHAPOM

MpoTMBOKaLU/IeBble CPeacTaa,
OnuvonaHble HapKoTUYecKue CraHpapTHasa fos3a
aHanbreTMkm

PUCK
NMOBOYHbIX
SDDEKTOB

Huskun

AJIbTEPHATUBHASA
TEPAMNUA

He o6sa3aTenbHa



3AKJTIOMEHMUE:

PexkoMeHpgoBaHa MHOMBUMAOYANbHAA OO3MPOBKA Clefyolwmx npenapaTos:

MPENAPAT noJinMoPOU3M FEHOTUN
A3aTronpuH TPMT rs1800462 CcC
AnnonypuHon CDSN rs3095318 T
Apununpason DRD2 rs2514218 cc
AcrnvpuH HLA-DPBI rs3097671 CG
ATOMOKCETUH CYP2D6 rs1135840 cc
BapdapuH CYP2C9 rs1799853 T
BapdapuH VCORCI1 rs9923231 CT
LOnaszenam CYP2C9 rs1799853 ™
M30HWa3ung, NAT2 rs1799930 AA
MpuHoTekaH ABCGI rs425215 GG
MpuHoTekaH UGTIAI rs4124874 GT
Kap6amazenuH HLA-B*1502 rs3909184 GG
KnosanuH MC4R rs489693 AC
MepkanTonypwuH TPMT rs1800462 CcC
MeToTpekcaT MTHFR rs1801133 AG
HeBupanuH CYP2B6 rs3745274 GT
OHpaHCETPOH ABCBI rs2032582 CcC
PucnepunoH DRD2 rs2514218 cc
TUoryaHuH TPMT rs1800462 CcC
Tpamagon CYP2D6 rs1135840 CcC
DeHUTOUH CYP2C9 rs1799853 T
DeHUTOUH HLA-B*1502 rs3909184 GG
SdaBupeHs CYP2B6 rs3745274 GT

PEKOMEHOOBAHO:

HpOKOHch'IbTI/IpyI;ITer c Bawwnm OOKTOPOM MNP HasHa4vYeHMM nperapaTtoB N3 3TOIMo CrncKa.



Onga cnegyolwmx npenapatoB MHAMBKMAYalIbHag O3UPOBKaA He peKOMeHD,OBaHa*I

AbakaBup
AMUTPUNTUINH
ATazaHaBup
ATOpBacTaTUH
BeHnadpakcuH
BopwukoHazon
[[anoTaH
feHTaMULMH

[ekcnaHconpason

OecdnypaH
LonyTterpasup
NeynpodeH
N3odnypaH
NMunpamMmH
NpbecapTaH
KaneuutabuH
Kapseowunon
Kno6azam
KnomMunpamMumH
Knonunpgorpen
KogewH
JlaHconpason
JTngokaumH
J1o3apTaH
JIOpHOKCKKaM

*CNMcoK ncecnenyeMblix MyTaLLl/Il7I npenocTtaBngdeTCcd no 3anpocy.

Menokcrkam
MeTtonponon
OMenpa3son
[MaHTOMpPason
[MapokceTunH
[Tnpokcnkam
[MpaBacTaTH
MarnHTepdepoH anbda-2a
Pabenpason
PosyBactaTtuH
CeBodnypaH
CepTpanuH
CumBacTaTuH
TeHOKCKMKaM
®dnyBacTtaTuH
dnyKNoKcaLMnanH
dTopypaLMn
LenarnHTtepdepoH anbda-2b
LlnTanonpam
230Menpason
SpNoTUHNG



Il. [EHETUMECKUE OCOBEHHOCTMU
PA3BUTUA MYJIbTUDAKTOPHDbIX
3ABOJIEBAHUU

B paHHOM paspgene npeacrtaesneHa wuHbopmauma o Bawen
npeapacnosioXXeHHOCTU 14 MHOrogaKTOPHbIM, nnun
MY/NIbTU(PAKTOPHDbIM, 3a6oneBaHUaM. B pa3zBuUTUM
MynbTUPAKTOPHDbIX 3aboneBaHUW BaXXHYIO pPOJib UrpaloT Kak
Hanuuune reHeTU4YeCcKom npenpacnosioXXeHHOCTH, TakK
M BHELUHME YC/IOBUSA, B TOM YUucne ob6pas XXuU3HW. Npu cunbHOM
BO3AEWUCTBMM BHELWHUX YC/NIOBUW, HENpaBuU/IbHOM o6pase
XXU3HU MynbTUPAKTOPHOE 3a60/IeBaHUE MOXET BO3HUKHYTb
OaXKe y yenoBeKa 6e3 npenpacnofioXXKeHHOCT!.

COAEPXAHUE PA3OENA

3ABOJIEBAHUS CEPOEYHO-COCYAUCTOMN CUCTEMBDI
3ABOJIEBAHUSl SHOOKPUHHOW CUCTEMbI
3ABONIEBAHUS HEPBHOMN CUCTEMDI

MMMYHHbDIE 3ABOJIEBAHUYA

3ABOJIEBAHUS ObIXATESIbHOW CUCTEMbI
3ABOJIEBAHUA ONOPHO-ABUTATEJIbHOIO ATNMNAPATA
3ABOJIEBAHUA TTIA3

3ABOJIEBAHUS MOYEMNO/OBOW CUCTEMBI
BOJIE3HU OPTAHOB NMULLEBAPEHUSA
3ABOJIEBAHUSA KOXU

OCNOXHEHUA BEPEMEHHOCTU
MPO®ECCUOHAJIbHbBIE 3ABOJIEBAHUA

COVID-19
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was| MHOFO®AKTOPHbIE
CEPOEUMHO-COCYAMUCTDIE
3ABOJIEBAHUS




BALL PE3YJIbTAT:

3ABOJIEBAHUE

ApTepuanbHasa
rmnepTeHsna

MHdapKkT Mrmokapaa

CKNOHHOCTb K TPOM603y
(TPpoM6odUNMA)

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

AGT

WDRI2

F2

F5

NnoJINMOP-

DdU3M

rs699

rs6725887

rs1799963

rs6025

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.
*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa

BAPUAHTbF*

AG
GG
AA

cc
CcT
TT

AA
AG
GG

CT
cC
TT

MHorodgakTopHbie 3a6051eBaHUA cepAeYHO-COCYAUCTON CUCTEMbI

AA

T

GG

ccC

S3AKJ/TIOMEHUE

Be3 ocobeHHocTeM

Be3 ocobeHHoCTEM

Be3 ocobeHHocTeM

Be3 ocobeHHoCTEMN



L AprtepuanibHada rmnepreH3ud

ApTepuanbHaga rmnepTeH3ns pacrnpocTpaHeHa cpenm 40-50 % HaceneHus. [laHHOe COCTOSHME XapaKTepU3syeTcs
MOBbILLEHMEM CUCTONNYECKOrO apTepuanbHoOro gaesnerHusa (6onee 130 MM.PT.CT.) U AnacTtonmyeckoro (6onee 90 MM.PT.CT).
ApTepuanbHasa runepTeH3nsa - MHorodakTopHoe 3aboneBaHue. Ha ero passutme BAUaIOT cneytolime GakTopbl:

ManionoaBMXKHbIN 06Pa3 KU3HY,
OXXUpPEHUE,
KypeHue;

. yacTble CTpecchi;

. caxapHblv OMabeT 2 TUMNg;

. HacnencTBeHHada NpenpPacnoiOKeHHOCTb.

UCCNEAQYEMbIN FEH: AGT

B opraHuy3aMe CyLLEeCTBYIOT ClelManbHble CUCTEMBbI, KOTOPbIE KOHTPOMMPYIOT apTepuanbHoe
OaBfeHKMe, B YaCTHOCTU PEHUH-aHTMOTEH3MH-aNIbAOCTePOHOBAA CUCTEMA, MPU MOBbLILWEHUMN
€€ aKTUBHOCTU MOXKET pacTu apTepuanbHoe AasneHue. MNonmMmMopdmnsmM rse99 B reHe
aHrMoTeH3MHoreHa (AGT) cnoco6CTBYET yBENMUYEHMIO KOHLUEHTPaLMM aHMIMOTEH3MHOIeHa B
CbIBOPOTKE KPOBW, YTO MPUBOAUT K MPELPACMONONXEHHOCTU K BbICOKOMY apTepuasibHOMy

LaBneHuto.
[eH Viccnepyembliin mnonmmopdursm Baw reHoTmn
AGT rs699 AA

3AKJTIOHEHMUE:

Y Bac BbiiBNeH HOpMaJibHbIXA BApPUaHT reHa.




limie UHpapKT MMOKapAaa

VIHdapKT MUOKapaa — 3To OCTpoe 3abo/ieBaHMe, MNP KOTOPOM M3-3a He40CTaTKa KPOBOCHaBKeHMA OTMUPAET y4acTOK
cepaeqyHon MbilLbl B Bo3pacTHoW rpyrnne 0o 40 NeTy My>KUMH BCTpeYaeTcd ropasao valle, YeM y XKeHLMH. B kavecTse
OCHOBHbIX GAaKTOPOB PUCKa BbIOENSIOT HEMpPaBUbHOE NMUTaHMe, ynoTpebneHmne 60/bLIOro KOMMYEeCTBa XXUPOB,
HeOoCTaTOUHYIO ABUIraTeNbHYO aKTUBHOCTb, FMMEePTOHUYECKYO 60/1e3Hb, BpeaHble MPUBbIYKM (KypeHue,
3r10ynoTpebreHne anikorosieM), CTPece, OXXMpPeHUe, CaxapHbl AnabeT. NepBbiM NPU3HaKoM 3a6o/1eBaHNa aBnNaeTca
60/1b, KOTOPAsa BO3HUKAET B 06/1aCTU 3a rpyaMHOMN U Npopo/hkaeTca 6onee 30 MUHYT. EM conyTCTBYOT 6/1€4HOCTb,
6eCMOKONCTBO, TOLIHOTA U XONOAHbIN MOT. MOTyT 6bITb HAPYLLEeHUS pUTMa.

MCCNEQYEMDbIN FEH:

3AKJTIOMEHMUE:

WDRI2

B KpymnHbIX UCCrieqoBaHMax 6b110 YCTaHOBEHO, YTO onpeaenieHHbI BapuaHT reHa WDRI12
ACCOLMMPOBAH C PaHHUM MHMAPKTOM MWNOKAPA3, @ TAKXKE C USMEHEHUAMU HEKOTOPbIX
MeTabonnMyecKmnx napamMeTpoB — 6osiee BbICOKMM YPOBHEM OBLLLErO XONEeCTEPUHA,
TPUMMMLEPUAOB, «MJTOXOro» XonecTepuHa.

leH Viccnepyembii monmMopdursm Baw reHoTtun

WDRI12 rs6725887 TT

Y Bac BbiiB/1eH HOpMaﬂbelﬁ BapUaHT reHa.



HImn

CKJTIOHHOCTb K TPOM603Yy (TpoM60odununs)

TpoM60dUNUS — 3TO BPOXKOEHHAsA NOBbILLUEHHAs CBEPTbIBAEMOCTb KPOBU U, KaK CTIeACTBME, MPenpacrnooXeHHOCTb K
06pa3oBaHU0 TPOMBOB. TPOMBbI MOIYT 06pPa30BbIBATLCA B TI0O6OM cocyae U MPUBOAUTL K BITIOKMPOBAHUIO TeYeHUs Mo
HeMy KpoBW. TPOMBO3bl COCYA0B NPUBOOAT K HAPYLLEHWIO PaboTbl OPraHOB, K KOTOPbLIM MepeKpbIT KPOBOTOK. Hanbonee
YaCTO MOPaXKaTCA CePALLE, MO3T, IEFKUE U YKeNMyAOYHO-KULLEYHbIM TPaKT.

MUCCNEAYEMBDIE MEHbI: F2, F5

leHbl F5 1 F2 KOOUPYIOT 3BEHbSI CBEPTLIBAIOLLE N CUCTEMbI KPOBU - HaKTOPbl CBEPTLIBAHUA
5(V) n 2(ll) cooTBeTCTBEHHO.

leH Viccnepyembin monmmMopdursm Baw reHoTtun
F2 rs1799963 GG
F5 rs6025 (ol

3AKJTIOHEHMUE:

Y Bac BbiiBNeH HOpMaJibHbI BAPUAHT reHOB.



NPOMUNAKTUKA CEPOEYHO-COCYOUCTbIX 3SABOJIEBAHU:

ObLuye pekoMeHaaunm:
DdusmyecKasd akTMBHOCTb
oT 150 £,o 300 MUHYT TPEHWPOBOK CpefHen MHTEHCMBHOCTU B HEAESIO;
MUHUMYM 2 CUI0BbIE TPEHMPOBKM B HEAENMIO Ha BCE IMPYMMbl MblLUL,
MutaHne
PpyKTbl 1 oBOLLM — 400 rpaMm B AEHb;
COJlb — MeHee 5 rpaMM B ieHb;
HeconeHble opexn— 30 rpaMm B AeHb;
KpacHoe Maco He 6onee 500 rpaMM B Hedento,
pbl6a 1-2 pa3a B Hefento;
cnagkme HanmTKM (COKW, ra3mpoBaHHbIe ClTagKMe HaMMTKIM) — MOSHbINA OTKa3.
OTKasaTbCs OT MpUEMa anKoronsa.
KypeHue
[MoNHbIM OTKa3s.

Mpn HaNMYMKM XPOHUYECKUX CEPAEHYHO-COCYAMNCTbIX 3aboneBaHun, HapyLLIeHl/II?I amnnaHoro 1 yrneBogHoOro obMmeHa
Heobxog4MMo peryndpHoe HabnoeHwe Y nedalulero Bpada 1 BblMoJIHEHNE Ha3Ha4YeHU.




3ABOJIEBAHUA

IHOOKP
CNCTEMD

SHAOKPUHHAA CUCTEMaA perynupyeT o6MeHHbIe NpoLecchi Py NMOMOLLMU
0CO6bIX CUFHaNbHbIX MOMEKY/ - FOPMOHOB. FTOPMOHbI — 3TO
6MONOrMYecKm aKTUBHbIE BELLEeCTBa, KOTOpble CBA3bIBAIOTCH CO
cneuMmanbHbIMU peuenTopaMn. FOPMOHbI Ha3biBalOT «perynsaropaMmm
YXU3HU». OHU perynupyiotT pusnyeckoe pasBuTue (B YaCTHOCTH, POCT U
Bec), NCUXUUYECcKoe pa3sBUTUE, SMOLIMOHANIbHOE COCTOsIHUE,
YCTOMUUBOCTb K CTPECCOBbIM CUTYaLUAAM, MONOBbIE NPU3HAKU U
$dyHKLUMKN, NpoLlecCbl AETOPOXAEHUS, CTAPEHUS U faXe

BOCnaniuuTeNnbHble peaKLuMA.

rMABHbIMU OPTAHAMUW 3HOOKPUHHOM
CUCTEMBbI 9BNFI0TCA:

Mnodws (pacnonaraeTca B 30He rOIOBHOMO
MO3ra) — ene3sa-«KoponeBa» IHAOKPUHHOM
CUCTeMbl, BbipabaTbiBaeT PefM3nNHI-ropMoHbl,
TPOMHbIE FTOPMOHbI, OKCUTOLMH 1 ApyrMe,
KOTOPbIE B COBOKYMHOCTWN PErynupyroT BCe
3HOOKPUHHbBIE ene3bl OpraHu3mMa

Snundu3s (TakKe pacronaraerTca B 30He
rONIOBHOMO MO3ra) BblpabaTbiBaeT MeNaToOHUH,
CEepPOTOHWH, PAL APYIMX TOPMOHOB, BKIKOYas
TPOMHbIE, KOTOPbIE B COBOKYMHOCTM
KOHTPROMWPYIOT LMpKagMaHHbIe PUTMbI, COH U
6o0pCcTBOBaHME, NONOBOE CO3pPeBaHMe U
GYHKUMKM M MHOTOe apyroe

LLlMToBMAOHas ene3a BblpabaTblBaeT rOPMOHbI
TPUAOOTUPOHWH U UEThIPENOATUPOHKH,

KOTOPbIE PerynupyroT MPoLecchl PoCcTa, pa3sBuTme

cKkenerta, yMCTBEHHOIo pasBrTnA, obLwmn
YpPOBeHb MeTabo/1M3Ma opraHm3ma.

AUUKKM (TECTUKYNBI)

BblpabaTblBaOT NPEUMYLLIECTBEHHO
TECTOCTEPOH, KOTOPLIW PEerynupyeT nonosoe
CO3peBaHMe MO MY*KCKOMY TNy, NONOBLIE W
pPenpoayKTMBHbIE QYHKLMM MY>XXYMHbI

HA PA3BUTUE 3ABO/IEBAHUN
3HAOKPUHHOM CUCTEMDI
BNNAIOT BHELWWHUE ®AKTOPDI:

* HdeKLUoHHble 3aboneBaHmMsa MOryT
CNpoBOLMPOBaTh ayTOUMMYHHOE
rnopayKeHe SHOOKPUHHbIX Kenes.

HapylueH1sa nuiLeBoro noseneHms,
nepeenaHue U HM3Kaa dusmdeckas
aKTMBHOCTb — MPUBOLAT K Habopy
Macchl TeNa 1 OXKUPEHUID, UTO B
KOHEUYHOM MTOre MOXKET MoparkaTb BCe
SHOOKPUHHbIE Kene3bl, B 0CO6eHHOCTI
MOOYKENYAOUHYIO YKenesy.

AUYHUK - NapHasa XeHcKasa NonoBas Menesa,
pacrnono)keHHasa B MasioM Tasy rno o6enm
CTOPOHAaM MaTKWM; ABMAETCA OPraHoM, rne
06pasyoTCa U CO3PeBatoT ANLEKNETKH

1 BblpabaTblBaOTCA MOOBLIE FOPMOHDI.

HannoueuHuku

BbIPabaTbiBatOT MIOKOKOPTUKOCTEPOUADI,
MWHEPaNKOPTUKOWObI, TECTOCTEPOH, KOTOPbIE B
COBOKYMHOCTU PErYNMPYIOT YCTOMYNBOCTE
opraHn3Ma K CTPeCcCOBbIM CUTYaLIUAM,
B6onesHaM, NoOOePXKMBaOT BOOHO-CONEBOMN
BanaHc, NoOAAePXKMBAIOT NOMNOBbIE GYHKLMMK
MY>KYUH U XKEHLLMH.




CaMoe Ba)XHoe - 3TO TO,
4YTO HEBUAUNMO.

AHTyaH e CeHT-IK3ronepu

| ~
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MbI NpoaHanusnpoBanu Bally HacnecTBEHHYO NPeapacrnofioXXeHHOCTb K Pa3BUTUIO 3ab601eBaHUM SHOOKPUHHOMN
cuUCTeMbl. Pe3ynbTaT aHanmsa He aBsgeTca AMarHo3oMm 1 He o3HadvaeT 100%-t0 BepOATHOCTb CTONTKHYTLCA C 60/1e3HbIO.
HU3KMI pruck He o3HadaeT 100%-t0 3aLUUTy OT Pa3BMUTUA 3aboneBaHua. MHbopMauma o Balwmx reHax moMoyxeT Bam
mn3bexaTb NPoBIeM C XKMU3HEHHO BaXKHbIMW OpraHaMm.

NoOJINMOP- BALL

3ABOJIEBAHUE BAPUAHTbI 3AKJ/IIOMEHUE

DdU3M FEHOTUN

3a6oneBaHUA SHAOKPUHHOM CUCTEMbI

GG
MMnoTtnpeos FOXET1 rs7850258 AA AG Bes ocobeHHoCTeM

AG

AA
OxxnpeHue FTO rs9939609 TT TA Be3 ocobeHHoCTEM

TA

CcC
MC4R rs17782313 T TC [MoBbILLEHHbIV PUCK

TC

AA
CaxapHbli onabet 1 TMna HLA-DQAT rs9272346 AG AG Bes ocobeHHocTeN

GG

GG
CaxapHbl onabeT 2 Tuna CDKALI rs7754840 cc GC Bes ocobeHHocTEN

GC

GG
TrnpeongnT XawmmoTo PTPN22 rs2476601 AG GG Bes ocobeHHocTen

AA

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



i F‘’MnoTnpeos

MnoTnpeos — coctosaHUe, MPKY KOTOPOM CHUYKAETCA beHKLI,I/Iq LLIMTOBMAHOM >Kene3bl. 3TO O4HO U3 CaMblX YacTo
BCTpe4HaeMbIX 3a6oneBaHUN LWUTOBUOAHOM »enesbl. W NMOTUPEO3 MOXXET COMPOBOXKOATbCA obuen cna6ocn:ro, BANOCTbIO,
COHJTMBOCTbIO, CHMXXEHMEM aKTUBHOCTU, CyXOCTbIO KOXXW, BbllNMageHWeM BOJI0C.

OcobeHHO YacTo BCTpeyaeTcd B MogoaedULUTHDBIX permoHax, To eCTb BAanu oT MOpS, B FOPHbIX paliloHax, B TOM YuMcie Ha
Ypane, KaBkase, B CTenax 1 Ha paBHMHax. Hanbonee 6oratsl MogoM criefytolme npoayKTbl MOpcKasa pbi6a,
MopenpoayKTbl, MOPCKas KarycTa, YyKKa.

B PasBUTUN TMNOTUNPEO3a UTPakoT POJIb N reHeETUHeCKne 0COBEHHOCTW.

UCCNEAQYEMbIN FEH: FOXET

[eH FOXET kogupyeT TPaHCKPUMUMOHHbIN GaKTop LMTOBUOHOW efe3bl, KOTOPbIN
OTBETCTBEHEH 32 PasBUTHE LUMTOBMAOHOM Xene3bl y AeTel, a TakxKe 3a mogaepaHuve ee
pPaboTbl y B3POCHbIX.

[eH Viccnepyembliin nonmmopdursm Baw reHoTmn

FOXE1 rs7850258 AG

3AKJTIOMEHMUE:

Y Bac BbisgaBneH HOpMaﬂbelﬁ BapUaHT reHa.



Hinm Oyxun peHune

OxkmpeHue - 3aboneBaHue, KOTOpOE COMpOBOXOaeTCA yBeJIMHEHWMEM MacCChbl Te/la U CONyTCTBYOLWNMMN HapyLlleHnaMn
obMeHa BellecTB, B TOM Yucie SHOOKPUMHHbIMA paCCTpOl;ICTBaMI/I. Ha pa3BuTHE OXKMPEHUS BIUAIOT KaK o6pas HKUN3HU
(¢VI3I/ILieCKa‘F| AKTUBHOCTD, NnMuieBoe I'IOBe,EI,eHI/Ie), TaK N reHeTn4eCKaqa npenpacrioyiIoxXeHHOCTb.

[Ona onpefeneHnsa HanMumMsa OXXMPEHUI HYXXHO MNocUUTaTb MHOEKC MaccChbl Tena:

VMIMT= Bec B Kr pa3fenuTb Ha pocT B M2,

Mput UMT 18-25 Kr/M? — HopMaribHbIA BeC.

Mpu UMT 60osbLie 25 Kr/M2 — n36blITodHas Macca Terna n oxXnpeHue.

O)Kl/lpeHl/le — MNaToNIorn4eCKoe COCToAHME, KOTOPOE MOXKET ABJIATbCA BaXXHbIM CbaKTOpOM, oTAroularouinM TeHeHne

noboro 3aboneBaHus.

UCCNEAOYEMDIE TEHbI: FTO, MC4R

3AKJTIOMEHMUE:

Ha cerooHawWHWMM OeHb M3BECTHO HECKOJbKO MEeHOB, KOTOPbIE CBAA3aHbl C
MPEe[PacnoOXKEHHOCTbIO K OXXMpPeHUto. OAUH U3 HUX reH FTO, MpW Hanuuium MyTaumm B HEM
Yy YenoBekKa MoBbILEH anmneTUT, CHUYKEHO YyBCTBO HAChILLEHWS U B paLMoHe NpeobiagatoTt
YXMPHble NpoayKTbl. Kpome Toro, MyTaumm B reHe FTO cBS3aHbl C Pa3BUTUEM CaxapHOro
avabeta 2 Tina. [pyron reH— MC4R oTBe4YaeT 3a yToNeHue rofioa, Korga B reHe ectb
onpepeneHHasa MyTaLus, YeNoBeK rnocne npmMema Ny He UCMbITbIBAET yTONeHUd rooga u
MPOOOSYKAET ECTb.

leH Viccnepyemblin mnonmMopdursm Baw reHoTmn
FTO rs9939609 TA
MC4R rs17782313



i CaxapHbi ana6beT 1 TMNa

CaxapH bl gnabet 1 Tmna - 310 XpPOHN4YecKoe 3aboneBaHue SHE,OKDI/IHHOI;I CUCTEMDI, KOTOPOE COMpoBOXOaeTCH
CHWMKEeHNeEM Bblpa6OTKI/I MHCYINMNHa I'IO,D,)KeJ'Iy,D.O‘—iHOl;I »Kenesow. 3To CBA3aHO C ayTOVIMMyHHOl;I peaKLI,I/IePI, TO eCTb
MMMYHHadA CNCTEMa aTaKyeT KJI1eTKN cBoew I'IO,D.)KeJ'Iy,D,O‘-IHOI;I wernesbl. Knetku I'IOI'I/I6aIOT, B CBA3UM C 3TUM CHMXKaeTCH
Bblpa6OTKa MHCyNMHa. MHCyNnumH oTBeYaeT 3a obMeH YrneBofoB. [Mpy CHMXKEHWKM YPOBHSA MHCYNMHA MOBbILLAETCH YPOBEHb
MMIOKO3bl, HTO MOXXET NPUBECTU K rméenu Yyenoseka.

daKTopbl PUCKa, CBA3AHHbIE HE C TEHETUKOM (HanpuMep, BUPYCHbIe MHGEKLMK), BbI3bIBatOT OKOMO 12% Bcex cnydaeB
caxapHoro amMa6etal T1Na, reHeTndeckme GaKTopbl Bbi3blBaOT MPUMepHO 88%.

[Ona neyeHunsa CaXapHoro nounabetalTuna MCMNONb3YyeTCA NMOXXN3HEHHAA 3aMeCTUTe/TbHad Tepanmna MHCYTMHOM.

UCCNEAQYEMbIN FEH: HLA-DQAT

OnpepeneHHble MyTaumnmn B reHe HLA-DQAT BNUSIOT Ha pa3BUTHE ayTOMMMYHHOM peaKLnm,
UTO MOBbILLAET PUCK MMBENN KNETOK MOOYKENYA0UHOM YKenesbl M Pa3BUTUA CaxapHOro
anabetalTmna.

leH Viccnepyembliin nonmmopdursm Baw reHoTmn

HLA-DQAI1 rs9272346 AG

3AKJTIOMEHMUE:

Y Bac BbiiB/1IeH HOpMaﬂbelﬁ BapUaHT reHa.



limi CaxapHbi agnabeT 2 Tuna

CaxaprM aomnabet 2 Tuna - 3To 3360neBaHme, KOTOPOE XapaKTepUn3yeTCd CHMXXeHNEM Bblpa6OTKI/I MHCYITNHa, HO HE B
pe3ynbrate rnéenu KNeTok nou»(eny,u,ouHon >Xene3bl, a N3-3a NnocTterneHHo pa3BVIBaIOLLI,el;IC9| ,EI,VICdDyH KLU KIETOK
I'IO,D,)KeJ'Iy,D.O‘—iHOlﬁ >Xene3bl M HapyLlweHNA HyBCTBUTESTbHOCTU KITETOK OpraH3Ma K MHCYITNHY.

B oTn4dme oT caxapHoro aratetal TMna B pa3BUTUKM caxapHoro AnabeTa 2 Tna 60MbluUyto POSb UFPaeT 06pas KMU3HML

HernpaBWbHOE NMNTaHMe N OXXNPEHNE, HU3Kada ¢)l/|3l/l‘-leCKaﬂ AKTUBHOCTb.

UCCNEAQYEMbIN FEH: CDKALTI

[Mpu onpepeneHHbIX MyTaumax B reHe CDKALT BO3HMKAET HapyLleHWne GyHKL MM KITeTOoK
MOLYKENYAOYHOW YKee3bl M CHMYXXAETCS CUHTE3 UHCYTMHA.

leH Viccnepyembii monmMopdursm Baw reHoTtun

CDKALIT rs7754840 GC

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.



e TupeonanT XallMMoTo

TnpeongnT XallmMoTo (ayTOMMYHHbIN TUPEOUANT) — 3TO XPOHMYECKOe ayTOMMMYHHOE BOoCManmTenbHoe 3abonesaHme
LMTOBUOHOM »Kerne3bl, KOTOPOEe MPUBOLAUT K HapyLUEeHWNIO QYHKLUU U CHUKEHWIO BbIPAaBOTKM FMOPMOHOB LLMTOBUOHOW
»enesbl (TPUNOATUPOHUH T3 1 YeTbiPeNoaTUPOHMH T4).

Cpeou $aKTopoB pUCKa:

MPUHAANEXKHOCTb K YXeHCKOMY MOony;
M36bITOYHOE NOTpebneHne NpenapaTos Moag;
6aKTepuanbHble MHbeKLNY,

BO3OeNCTBME paguaLny;

HacnencTBeHHasa NPeAPacnoNoXXeHHOCTb.

UCCNEAQYEMbIN FEH: PTPN22

[eH PTPN22 kogMpyeT peLenTopbl Ha MOBEPXHOCTM T- U B-NMUMGOLUTOB (KNETKU MMMYHHOM
CUCTEMDbI), KOTOPbIE YYaCTBYIOT B ayTOMMMYHHOW peaKLMK.

[eH Viccnepyembliin nonmmopdursm Baw reHoTmn

PTPN22 rs2476601 GG

3AKJTIOMEHMUE:

Y Bac BbigaBneH HOpMaﬂbelﬁ BapUaHT reHa.



NPODUNAKTUKA 3ABOJIEBAHUNA SHOAOKPUHHOWU CUCTEMBbI:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
npenoTBPaTUTb Pa3BUTUE 3a60NeBaHNI SHOOKPUHHOM CUCTEMDI

NpréM nofa 6epeMeHHbIMU XKeHLLMHaMM ANng NPodUNaKTNKM 6onesHen LWMTOBMAHOM »enesbl y yayLero
pebeHKa.

yrnoTpebreHmne noanpoBaHHOM conv ANng NPodUIakTUKKM 6onesHer LMTOBUOHOM yKene3bl,

MOCTOSAHHbIV MpUeM BuTamMmnHa D xuntenamm Poccum BHE 3aBUCUMOCTM OT BO3pacTa.

noffaep)kaHMe HopMasibHOM Macchl Tefa (pacyueT MHAEKCa Macchl Tefa: Macca (kr)/ poct? (M2), HopManbHoe
3Ha4yeHue — o1 18,5 0o 25).

perynsapHble PUsnyeckme Harpy3ku, npenmyLLecTBEHHO aspobHble - NnaBaHue, ber, xoabba ana
nogaepXaHMa HOPManbHOM MaccChl TeNa, TOHYCa MblLLLL M COCYO0B.

npaBubHOE MMUTaHME: yNnoTpebreHune 3eneHmn (NeTPyLLKa, YKPO, KUH33, 6a3nnuk, NyK 1 4p.), CBEXMX OBOLLEN
N GPYyKTOB (6€3 TepMUYECKOM 06paboTKM), a TakKe Pblbbl, OTMBKOBOIO Macsa, MorypTa, MakKapOHHbIX U34eNni 13
TBEPLAbIX COPTOB MLUEHULLbI (MPOU3BOAUTENN OObIYHO YKa3bIBatOT COPT Ha yMNaKOBKe).

OTKa3 OT KypeHWs, OTKa3 OT afikorons.

npoxoxkaeHve NpodUNaKTUHeCcKoro MeanLMHCKOro oCMoTpa U AMcnaHcepmsaLmm B COOTBETCTBUM C
Mpukaszom MuH3gpaBa Poccun ot 27.04.2021N 404H (pepn. oT 19.07.2024) "O6 yTBep>aeHUM Nopsaaka nposeneHms
NPOPUNAKTUHECKOTO MeULIMHCKOrO OCMOTPA M AMUCNaHCepM3aLLMmM onpeaeneHHbIX rpynn B3pOocnoro HaceneHms"
(3aperunctpuposaHo B MuHtocte Poccum 30.06.2021N 64042).

B cnydae BbIABNEHUA reHeTUYECKOM MPeapacrnooKeHHOCTU K 3a60neBaHMAaM SHAOKPUHHOM CUCTEMBI
HeobXxo4MMO 06PaTUTHLCA K Bpady-reHeTHKY, Bpady-3HOOKPUHOSOTY.
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Pa3syM — nyJyLiuia neKapb.

Mnnokpar

OcCHOBHbIE KNETKM HEPBHOM CUCTEMbI HA3bIBalOTCA HEMpPOHaMU. DTU KNETKU Mexay cobom coeaMHAKTCA Npur
MOMOLLM CreumanbHbIX COeOMHEHWI - ChHANcoB. CUrHanbl OT KNEeTKK K K/1eTKe NepenakoTca Yepes CMHanchl mpuy

MOMOLUM HEPBHBIX MMMYNBbCOB U XMMUYECKUX MOMEKY/ - HEMPOTPaHCMUTTEPOB (K HMM OTHOCATCA MNyTamar,
nodaMurH, CeEPOTOHUH U Apyrne). Ha NoBepXHOCTM HEMPOHOB MMEIOTCH 0CoBble CTRYKTYPbI -  PeLenTopbl, KoTopble
YNaBNUBaKOT HEUPOTPAHCMUTTEPLI M TaKMM 0Bpa3oM nepenaeTca HePBHbIM MMMYNbC.



HepBHas cucTeMa COCTOUT
M3 ABYX YacCTeMn: LEHTPaNIbHOMU U
nepudepUYHeCcKon.

LleHTpanbHas HepBHas

CUCTEMA COCTOMUT U3 FOJIOBHOIO U
CMUHHOro Mo3ra,

a nepudepunyecKas Us HepPBHbIX
OKOHYaHUMN.

DAKTOPbDI, MPEAPACMNONIATAIOLWMUE K MHTEPECHbIE ®AKTbI O
3ABOJIEBAHUAM HEPBHOWM HEPBHOW CUCTEME:
CUCTEMDI:

1. CKOpOCTb Mepenadu HePBHOro
MMMynbea 300 KM/,

e TpaBMbl CMMHHOIO YU rONOBHOMO MO3ra,

nepndepruyeckmnx HepBOB
2. B yenoBe4deckom Mo3re okosno 100

e MHbEKLUMOHHbIE 3a601eBaHUe (MEHWHIT, EN S USRI Al B UITISOLE

SRUSpanY, TIORHAMKEHAT HP: 3. OB 06beM YeNoBeYeCKo

namaTK paBeH nNpumepHo 1000

e HacnegcTeeHHas NMpenpacrnonoXeHHOCTb !
TepabanT.

* TOKCM4YECKOe MNopaXxeHWe TKaHe HepPBHOM
cUCTeMbI (3TAHOM, PTYTb, MbILLIbAK,
HapKoTWYecKKe NpenapaTbl)

4. KaykObl NATbINA KKUTEenb 3eMniu
nMeeT 3aboneBaHUa HEPBHOMN
CUCTEMBI

Mbl npoaHanmM3npoBany Bawy HacneaCcTBEHHYIO NPEAPaCcnoNOXeEHHOCTb K pa3BUTKIO 3a6oneBaHin Hep BHOM
cUcTeMbI. Pe3ynbsTaT aHanmsa He ABNaeTca AMarHo3om 1 He o3HadaeT 100%-10 BepOATHOCTb CTONKHYTbCA C BONe3HbI0.
HU3KWI prcK He o3HaYaeT 100%-10 3aLlLMTy OT pa3BMTKA 3abonesaHua. MHbopMaumsa o Bawmx reHax NoMoxkeT Bam
M3beaTb NPOBNEM C XHNIHEHHO BaXKHbLIM OpraHom!



BALL PE3YJIbTAT:

NnoJINMOP-

3ABOJIEBAHUE BAPUAHTbF* S3AKJ/TIOMEHUE

DdU3M

3a6oneBaHUs HEPBHOM CUCTEMbI

GG
BonesHb MNapKnHcoHa PRKN rs34424986 AA GG Bes ocobeHHocTEN

GA

GA
MnepcomMHmna P2RYTI rs2305795 GG GA Bes ocobeHHocTeN

AA

CT
rs6977820 cc cc Bes ocobeHHocTEN

TT

IekapcTBeHHaqa DPPG
OUCKUHEe3Ud

AA
MeHWHrnoma MLLTIO rs11012732 GG AA Be3 ocobeHHoCTEMN
AG

CcT
MurpeHb LPRI rs117213 TT TT Bes ocobeHHoCTeM
cc

CcT
OTocknepos BMP2 rs3178250 TT CT Be3 ocobeHHoCTEM
cc

CT
OdTanbmonnermnsa NRIH3 rs7120118 cC cC [MOBbILLUEHHbIM PUCK
TT

o GG
CUHAPOM 6eCMOKONHbBIX MEIST 12300478 T LRl Bes ocobeHHoCTe

Hor GT

cc
CyLoOpPOXHbIM CUHAPOM ELP4 rs964112 AA CA Bes ocobeHHoCTeM
CA

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



linr bone3Hb NapKMHCOHAa

BonesHb MNapKnHCcoHa Ha3zBaHa Mo UMeHK 6pUTaHCKoro gokTopa ykeMca MapKUHCOH3, KOTOPbI Onucasn ee CUMMTOMbI
B CTaTbe «3cce 0 ApoykaTesibHOM napanuye» B 1817 rogy. B HalWw OHW TEPMUH «4P0XKaTEeNbHbIN Mapaninyds, KOHEUYHO e,
ycTapen.

BonesHb MNapKnMHCcoHa pasBMBaETCSH M3-3a HapyLLeHWA BbiaeneHuns odaMmHa HeEPBHbBIMW KNETKaMU, YTo NposBaeTca
TPEMOPOM (OPOXKAaHMEM) KOHEUYHOCTEN B COCTOAHMM MOKOA. Y Ntofen ¢ 6one3Hbto MapkKMHCOHa HabnogatoTcd

CI'Op6J'IeHHaﬂ OCaHKa, WapKakLlaa noxonka, I'IpVIOTKprTbII;I poTn MaCKOO6pa3HO€ nnuo. Peyb 3aMensieHHada v TUxas.

Cpe,D,M CMMMNTOMOB TaKXXe BCTPeYatkoTCH 3anopbl, CHUXXeHNe KPOBAHOIO AaBsieHUd, Heep>XaHne MOY U Kana.

UCCNEAQYEMbIN FEH: PRKN

HekoTopble BapuaHTbl reHa PRKN cBfi3aHbl C MOBbILLEHHbBIM PUCKOM Pa3BUTUSA 6onesHun

MapKMHCcoOHa
leH Viccnepyembii monmMopdursm Baw reHoTtun
PRKN rs34424986 GG

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.



limir f’unepcomMHuUs

TMNEePCOMHUSA - HeMpodereHepaTUBHOe 3ab0oMeBaHMe, KOTOPOEe COMPOBOXKAAETCH MPUCTYNaMM HEKOHTPOMPYEMOM
OHEBHOW COHIMBOCTU U KaTanencmen (BHe3anHasa yTpaTta MbllLUeYHOro TOHyCca Mpu ACHOM CO3HaHUW). TpUCTyMb
BHE3aMHOro 3achbiMaHmna MOTyT BO3HUKHYTb B I060M CUTyaL MK - BO BpeMs npuema nuiy, paboTbl Mnu Xxoabobl.

UCCNEAQYEMbIN FEH: P2RYT]

leH P2RY11 kogunpyeT HEKOTOPbIE peLLeNTOPbl B FONOBHOM Mo3re. [Npu onpefeneHHbIx
MyTaLMaX B 3TOM reHe peLLenTop MeHSeT CBOIO CTPYKTYPY, UTO MPUBOAMUT K HapyLUEHUSM
rnepenayy HePBHbIX MMMYNbCOB.

[eH WccnegyeMblii MoAMMopdrnsmM Baw reHoTtvn

P2RYT1 rs2305795 GA

3AKJTIOMEHMUE:

Y Bac BbiiBNIeH HOPMasbHbli BapUaHT reHa.




limin JlekapcTtBeHHad ANCKUHEe3ud

JlekapcTBeHHas AUCKUHE3WA — 3TO ABUraTelbHOe paCCTpOl;ICTBO, KOTOpPOE NpodBNdeTCd nogeprmBaHmMeM MblllL, ML,
Lewn, A3blka U KoHeyHocTen. COCTOAHME MOXKET 6bITb BbI3BAHO NMPNEMOM aHTUTNCUNXOTUHECKMNX CPEeCTB B TeHeHne
ONUTENbHOMO Mepuona BpeMeHW. 3a4acTyto 3TO NPUBOAUT K CHYKEHUIO Ka4ecTBa XXU3HU U HeobXoaAMMOCTH OTKasa OT
NMPUMEeHeHMA aHTUNMCNXOTUNHECKNX MPernapaToB.

Cpeou $aKTopoB pUCKa:

. 3penbiv BO3pPacT;

. Mos (Yalle 60Met0T XEHLLMHDI);

. npeaLLecTByOLLEE OPraHUYecKoe MoparkeHre rofIoBHOro Mo3ra;
. MeHomay3g;

. ANKOronm3Mm;

. reHeTu4yeckasa NpenpacnonNoXeHHOCTb, CBA3aHHas ¢ reHoM DPP6.

UCCNEAQYEMbIN TEH: DPP6

eH DPP6 MooynupyeT akTUBHOCTb MOHHbIX KaHanoB. Npu Hanm4nm onpeneneHHbIx
MyTaLUM B 3TOM FreHe MOXXET pPa3BKBaTbCs IEKAPCTBEHHAA OUCKMHE3MS OT mMpremMa
AHTUMCUXOTUHECKUX MPEenapaToB.

[eH Viccnepyembliin mnonmmopdursm Baw reHoTmn

DPP6 rs6977820 cc

3AKJTIOHEHMUE:

Y Bac BbiiBNeH HOpMaJibHbIXA BApPUaHT reHa.



i MeHUMHrMomMa

MeHuHrnoma (aanHOVI,D,3H,EI,OTeJ'II/IOMa) -32TO ,D,O6pOKaHeCTBeHHaF| Onyxosb, pa3BmBatoLLadACq 13 I'IayTVIHHOI;I 060n104KM
rosIOBHOIro Mo3ra.

UCCNEAQYEMbIN FEH: MLLTIO

[eH MLLTIO perynupyeT 3KCNPECCUIO TEHOB, OTBEYAIOLLMX 3a POCT U Pa3BUTUE KNETOK
LLleHTpaNlbHOM HEPBHOM CUCTEMBI.

leH Viccnepyembin monmmMopduram Baw reHoTtun

MLLTIO rs11012732 AA

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.




Hmim Mmu rpeHb

MurpeHb — cubHasa ronoBHas 6OJ'Ib, KOTOpad HYaCTo COMpoBOXAAeTCH HapyLlleHNeM 3peHNy, TOLUHOTOM U pBOTOl7I.
[MepBble NpUCTynbl 06bI4YHO HauuHatoTca B 30 neT, c yBenn4eHmeMm Bo3pacTa pacTteT 3aboneBaeMocTb. Yaule
HabntopaeTca Y KeHLWNH.

CyLLecTByeT ABe OCHOBHbIe GOPMbl MUIPEHU: MUFPEHb C aypolt 1 6e3 aypbl. Aypoi1 HasblBaeTCs rpyrnna CUMMATOMOB,
rMaBHbIM 06Pa30M, 3PUTENbHbIX, KOTOPbIE MOABNAIOTCA NMeper HadasiloM rofIoBHOM 60511 MUrpeHb ¢ aypol HabntogaeTca
npuMepHo B1 13 5 cnydaeB MUTPeHW. HekoTopble NMoAN NepexmBatoT 06e GopMbl MUTPEHW B Pa3fIMYHbIE MOMEHTDI
BPEMEHM.

NHorga MUTpPEeHb MOXXET 6bITb CEMeMHbIM 3aboneBaHMEM.

UCCNEAQYEMbIN FEH: LPR1

leH LPRT KoAMpyeT peLenTopbl, KOTopble y4acTBYIOT B Mepegade U Moaynaumm HepBHOIo

MMMynbca.
[eH Viccnepyembliin nonmmopdursm Baw reHoTmn
LPRI1 rs1172113 TT

3AKJTIOMEHMUE:

Y Bac BbisgaBneH HOpMaﬂbelﬁ BapUaHT reHa.



HImn

OTOoCKnepo3

OTOCKIEepOos - 3170 3360neBaHme, Nnpu KOTOpPOM HabntogatTca ovaru CKJ1epo03a B CpeHeM yxe, UHTO NpmMBOOUNT K
YMEHbLUEHWNIO MOOBUNXHOCTUM C/TyXOBbIX KOCTOYEK, B pe3yribTaTe Yero HapyLwlaeTcd rnepenada 3ByKOBbIX KoneGaHum M, Kak
cnencrteme, CHMXaeTcqd Cryx.

daKTopPbl, KOTOPbIE CMOCOBCTBYIOT PA3BUTUIO OTOCKIEPO3a:
MHPEKLMOHHbIe 3a6oneBaHus (BUPYC KopW);

MMMYHONOrn4yeckme HapylweHnms,
HacnencrBeHHad npenpacrnosioXeHHOCTb.

UCCNEAQYEMbIN FTEH: BMP2

[eH BMP2 kogupyeT crieymndurnueckmnii 6enok, KoTopbli perynmpyet GopMmnpoBaHme KOCTHOM

TKaHW.
leH Viccnepyembii monmMopdursm Baw reHoTtun
BMP2 rs3178250 CT

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.



linir OpTanbMonsierus

OdTanbmonnerusa (cuHapom Ctuna-PryapacoHa-OnblUeBCKOoro) - ogHa 13 popm 6onesHu MNapkuHcoHa. s
3a6oneBaHNa XapaKTepHbI:

BePTWMKaNbHbIN Nape3 B3opa (orpaHuyeHne ABmxeHus B3opa bonee 4eM50 % npu B3rNgae HaBepx U
3HAYUTENbHOE OrPaHUYeHKe NP B3rNAAe BHU3);
HapyLLeHWe yaepXXaHna B3opa Npu B3rS9Ae B CTOPOHY, HapyLUeHMe rOpPU30HTaIbHOMo B30pa U KOHBEPIreHLNY,
HapyLLeHWe KOOPAMHALMM «B30OP-ABUXKEHUS FO10Bb»: MPW B34 B CTOPOHY CHayana MoBopaYmMBaeTcs
roNoBa M TONbKO MNOTOM rMasHble A6MTOKM B HanpasreHun Luenw;
. pednekc MmopraHug: «flashing light»-TecT — npu NpoBepke peakL MM 3padyKkoB Ha CBET Bbi3blBaeTca pednekc
MOpPraHug, TakXKe 1 NPU MHOIOKPATHOM MOBTOpPE TecTa.

Mpw 3ToM 3a60/1€BaHUU MPOUCXOAUT HaKoMIeHMe acCoOLUUPOBAHHOMO C MUKPOTPY6oUvkaMm 6enka Tay (MAPT) B
HEPBHbIX y3M1aX M HEPBHbIX KIeTKax.

UCCNEAQYEMbIN FEH: NRIH3

Mpw HekoTopbIX BapmaHTax reHa NRTH3 npomncxoguT HeaaeKBaTHbIN MMMYHHbIM OTBET,
UTO MOXKET BbI3blBaTb HEKOHTPOMMPYEMOE BOCManeHne 1 MpuBoaUTb K AereHepaumm

HEeMpPOHOB.
leH Viccnepyembliin mnonmmopdursm Baw reHoTmn
NRIH3 rs7120118

3AKJTIOHEHMUE:



NI

CUHAPOM 6€CNOKOUHDbIX HOT

CuHApoM 6ecriokonHbix Hor (CEH) aBnseTcs [OBOIbHO pacnpoCcTpaHeHHbIM cocToaHueM (2-10%). CEH xapakTepusyeTca
HEMPUATHBIMU OLLYLLIEHUSMU PACMMpPatOLLEro, KOMIOLLErO UM OaBSLLErO XapaKTepa B HMXHUX KOHEYHOCTAX, KOTopble
MoABIAIOTCS B COCTOAHMM MOKOS B BEHEPHEE 1 HOYHOE BPEMS, HTO MOXXET MPUBECTM K HAPYLUEHWUAM CHa U AHEBHOMN
coHNMBOCTU. PU3nMYecKkasa akTUBHOCTb MPUHOCUT obneryeHme.

CBH Mo)eT 6biTb Bbi3BaH AedULUTOM »efe3a U CBA3aH C TaKMMUK 3a60M1eBaHUSaMU, Kak caxapHbll AMabeT, ypeMus,
PEBMaTOUAHbBIN apTPUT, CUHAPOM LLlerpeHa, mopodupus, nonmHenponatms 1 op. NepsudHblin CEH (He oTHocALMMCS K
OpYyr1M 3a6oneBaHnaM) YacTo CBA3aH C Hac/IeCTBEHHOM NpPeapacrnofoXeHHOCTbIO.

UCCNEAQYEMbIN FTEH: MEIST

[eH MEIST y4acTByeT B Pa3BUTUM HEKOTOPbLIX CTRYKTYP LEHTPaIbHOM HEPBHOM CUCTEMD, B
TOM YMcne OBUraTeNbHbIX HEMPOHOB. [1pU HEKOTOPbIX BapMaHTax reHa CyLLecTByeT
MOBbILEHHbIN PUCK Pa3BUTUA CUHLAPOMa 6€CMOKOMHbIX HOT.

leH Viccnepyembii monmMopdursm Baw reHoTtun

MEIST rs2300478 TT

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.



lini CyaopoXHbl CUHAPOM

Cy,El.OpO)'I-(HbIl;I CUHLOPOM XapaKTepn3yeTcHd HeI'IpOl/I3BOJ'IbHOI;I AKTUBHOCTbIO MO3Ia, KOTOpad NMpodABIHeTCA B BUae
MOBTOPAKOLLNXCH CYOOPOXKHbIX MPUNanKoB.

Cpenv GaKTOpPOB pUCKa MOXHO BbIAEMUTb crieqyoLlme:
3a60/1eBaHMs FOJTIOBHOIO MO3r3;

TPaBMbl TOJTIOBHOIO MO3ra;
HacnencrBeHHad npenpacrnosioXeHHOCTb.

UCCNEAQYEMbIN TEH: ELP4

[eH ELP4 kogupyeT ocobble 6e/KK, KOTopble 3a4eNCTBOBaHbl B MUTPaL MM HEMPOHOB B
rnpoLecce pasBUTVS FOSTOBHOMO MO3ra.

leH Viccnepyembii monmMopduram Baw reHoTtun

ELP4 rs964112 CA

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.

‘i ) .




NPODUNAKTUKA 3ABOJIEBAHUA HEPBHOM CUCTEMDL:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
npenoTBPaTUTb Pa3BUTUE 3a60NeBaHNIN HEPBHOM CUCTEMbL

npuém donmeBom KMCNoTbl B 4o3e 400 MKr (0,4 Mr) exxeQHEBHO MY»XUYMHAM U YKEHLLMHAM, MaHUPYOLWLMM
3aBecTU pebeHKa, M 6epeMeHHbIM XeHLMHaM a9 MPodUIaKTUKM HEBPONOTMYECKKMX MAaTONOrMiN y OyayLlero
pebeHKa.

MOCTOAHHbIE MHTENNEKTYalbHble HAarpPy3KM (3aMOMUHaHME CTUXOB, OBy4YeHMe HOBbIM HaBbIKaM, N3yYeHune
MHOCTPaHHbIX 3bIKOB, UTEeHUe).

perynsapHble PUsnyeckme Harpy3km (nydlle Bcero asapobHble, T.e. MnaBaHwue, 6er, xoabba) 419 NnogaepXKaHma
MbILLIEYHOro TOHYCa M HOPMaslbHOM PaboTbl KPOBEHOCHOM CUCTEMbI, KOTOPas o6ecneymnT NPOdUNAKTUKY MHCYTBTOB.

cobntofeHne afleKkBaTHOro peXmnMa cHa U 6040PCTBOBaHMS (COH LOMKEH COCTaBNATb He MeHee 7-8 YacoB,
3acbiNaHye 1 NoAbeM MPUMEPHO B OOHO W TO e BpeMmsl).

CHWXKEHWeE YPOBHSA CTpecca M 3MOLMOHANbHOIO NepeHanpsh eHns, CObM0AeHNe peXxxmMma paboTbl U OTAbIXa.

nsberaHme TPaBM, MepPeoxNarkKaeHUM 1 MHOEKLMOHHbIX 3a6oneBaHU.

npaBubHOE MMUTaHME: yNnoTpebneHune 3eneHmn (NeTPyLLKa, YKPOM, KUH33, 6a3nnuK, NyK 1 4p.), CBEXMX OBOLLEN
N GPyKTOB (6€3 TepMUYECKOM 06paboTKM), a TakKe PbliObl, ONTMBKOBOIO Macsa, MorypTa, MaKapOHHbIX U34eNuni 13
TBEPLAbIX COPTOB MLUEHULLbI (MPOU3BOAMUTENN OObIYHO YKa3blBatOT COPT Ha yMaKOBKe).

OTKa3 OT KypeHWMs, OTKa3 OT afikorons.

npoxoxkaeHwe NpoduNaKTUHeCKoro MeaAnLMHCKOro oCMoTpa U AMcnaHcepm3aLmm B COOTBETCTBUN C
Mpukaszom MuH3gpaBa Poccun ot 27.04.2021N 404H (pepn. oT 19.07.2024) "O6 yTBep>XaeHUM Nopsaaka nposeneHms
NPOPUNAKTUHECKOTO MeULIMHCKOrO OCMOTPA M AUCNaHCepM3aLLMmM onpeaeneHHbIX rpynn B3pOocnoro HaceneHms"
(3aperunctpuposaHo B MuHtocte Poccum 30.06.2021N 64042).

B criyyae BbISIBeHNA reHeTUYeCKOM MpeapacnooXeHHOCTM K 3a60M1eBaHUAM HEPBHOM CUCTEMbl HEO6XOOMMO
06paTUTBCA K Bpady-reHeTMKY, Bpady-HEeBPOOTY.
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MMMyHHasa cucteMa HeobxoamMMa ANs 3allnThl OpraHM3Ma YenoBeka ot
reHEeTMYECKM Yy)KepO4HOFO MaTepMana, NpeXxxae Bcero
MWKPOOPraHM3MOB - BUPYCOB, bakTepui, rpnbes. HapylweHusa B paboTte
MMMYHHOWM CUCTEMbI MOTYT MPWBOOUTE K PAa3BUTUIO ayTOUMMYHHDbIX,

) OHKONOMMYECKUX U TSXENbIX MHOEKLIMOHHbIX 3aboneBaHUN. ‘Q‘ﬂk 2=
Nl i
o Pan 3aboneBaHMi MMMYHHOW CUCTEMBbI OBYCOBIIEHbI FTEHETUYECKOM
2:4/ npenpacrioNnoXeHHOCTbHO O6be,D,VIHeHbl B rpyrny rmepBm4YYHbIX
i'\ , MMMyHOOEDULIMTOB.

[ABa TUNa MHAUBUAOYANbHOCTH -
OYXOBHas U TenecHasa.

MepBaa o6ecneynBaeTca
LEeHTPaNnbHOW HEPBHOWU CUCTEMOMN,
BTOpPas - UMMYHHOW CUCTEMOMN.

OAHWM U3 MMaBHbIX NPOABNEHUIA
nepBUYHbIX UMMYyHoOedULIMTOB ABNgeTCH
Heo6bl4YHOoe TeveHUe MHOEKLIMOHHbIX
3aboneBaHUNA:

P>m lNMeTtpos

- MHOTOKpaTHOe 060CTpeHe OQHOro 1
MpUYrMHaMM NepPBUYHBIX MMMYHOOebULIMTOB ABMAKOTCS TOro e 3a6oneBaHus

AedeKTbl FeHOB, y4acTBYOLWMUX B GOPMUPOBaAHNMU (peunamMBUpOBaHMe)
WMMYHHOrO OTBeTa.

- CKITOHHOCTb K XpPOHU4YeCKOMY TEYEHUIO

MNepBWYHblE UMMYyHOOebULWTLI pasHOO6pasHbI Mo
TSHXKECTU MU BblPaXKEHHOCTU NPOABIEHWA.

- HanM4YmMe HeCKONMbKMX 04aroB MHGeKL MK
OAHOBPEMEHHO (MHOrOO4YaroBOCTb)

- YCTOMYMBOCTb K CTaHOAPTHOM

3adacTyio 48 NepBUYHbIX MMMYHOOePULMTOB i
MPOTUBOMHDEKLIMOHHOM Tepanumu

XapaKTepHO nerkoe teveHue, rNnNpm KOTOpPOM nepesble
nposeneHmMa 3aboneBaHma BO3HUKAIOT B MOAPOCTKOBOM

M Oae B3pOC/OM BO3pacTe. HekoTopble nepBU4HbIE
MMMyHoOebULNTBI NPOSABASAIOTCSA
AYTOUMMMYHHbIM MopaXeH1eM opraHos,

Taxenble GopMbl NEPBUYHOIO MUMMyHoAedULMTa OHKONOTUYECKMMU 3a60/1eBaHUAMMU
06bI4HO NpoaBnsIoTCa Y pebeHKa cpa3y nocne (neiko3bl M TMMPOMbI) U XPOHUHECKUM
POXAEHWSA NN B AETCKOM Bo3pacTe. BOCHIANEHWUEM,



MbI NpoaHanusnpoBanu Bally HacneOCcTBEHHYO NPenpacrnofioXeHHOCTb K Pa3BUTUIO 3a601eBaHUIN UMMYHHOM
cuUCTeMbl. Pe3ynbTaT aHanmsa He aBnsgeTca AMarHo3om 1 He o3HadvaeT 100%-10 BepOSATHOCTb CTONTKHYTLCA C 60/1€3HbIO.
HU3KMI pruck He o3HadaeT 100%-t0 3aLUUTy OT Pa3BMUTUA 3aboneBaHua. MHdopMauma o Balwmx reHax moMoyxeT Bam
mn3bexaTb NPoBeM C XKU3HEHHO BaXKHbIMW OpraHaMm.

3ABOJIEBAHUE

NOJIUMOP- 5\ pUAHTBI*

DdU3M

BALL
FTEHOTUN

3AKJ/TIOMEHUE

ATOMUYECKUM oepMaTuUT FLG

AyToBOCMnanmTenbHble
CUHOPOMbI

COPA

MEFV

NLRC4

NLRPI12

NLRP3

NOD2 (CARDIS5)

PSTPIPT (C2BP1)

TNFRSFIA
AYTOUMMYHHbIM
nnuMmbonponudpepaTnBHbI CTLA4
N CMHOPOM
FAS (TNFRSF6)
BpoxaeHHbIN RTEL]

OMCKepaTo3

UMMyHHble 3a6oneBaHusA

rs138726443
GG
CcC
rs794727993
AA
rs28940579
rs587781260 AA
rs1404302953
CcC
CcC
rs121908150
rs104895477 GG
GG
rs28939089
rs104895217 AA
CcC
rs1357409506
rs778993919
CcC
rs373740199
CcC

GG

ccC

AA

AA

cc

cc

GG

GG

AA

ccC

ccC

ccC

* 3e/1eHblM LiBETOM BblAeNeH Hanbonee pacnpocTpaHeHHbIN- «06blYHbIN» BapWaHT reHa.
OpakhkeBbiM LIBETOM - BbIABNEHHas 0CO6EHHOCTb.
*TpUYMHOM pesynbTaTa «He ornpeeneHo» MOXeT 6bITb HeJoCTaToYHas CTerneHb NPoYTEHMS B JaHHOM 06/1acTn reHoMa.

B HopMe y yenoBeka npu NoIHOreHOMHOM CEKBEHWPOBAHUW pe3ynbTaT MOXKET 6biTb He onpeneneH npruMepHo anda 5% reHoma

Be3 ocobeHHoCTEM

Be3 ocobeHHoCTEMN

Be3 ocobeHHocTeM

Be3 ocobeHHoCTEM

Be3 ocobeHHocTeM

Be3 ocobeHHocTeM

Be3 ocobeHHocTeM

Be3 ocobeHHocTeM

Be3 ocobeHHocTeM

Be3 ocobeHHoCTEMN

Be3 ocobeHHoCTEM

Be3 ocobeHHoCTEMN



NnoJINMOP- BALL

3ABOJIEBAHUE BAPUAHTbF* S3AKJ/TIOMEHUE

DdU3M FEHOTUN

MUMMyHHbIe 3a6oneBaHus

GA
TERT rs770066110 AA GG Bes ocobeHHoCTEN

GG

GG
MmMnep-IgE-cuHagpom STAT3 rs869312892 AA GG Bes ocobeHHocTen
GA

Oeduumnt aHtnten CA
(HapyLueHue BbipaboTKmM IKZF1 rs530073586 cC cC Bes ocobeHHoCcTEN

aHTUTEN) AA

cc
NFKB2 rs397514332 T cc Bes3 ocobeHHocTeN

CT

GA
PIK3CD rs397518423 GG GG Bes ocobeHHoCcTEN
AA
GG
PIK3RT rs587777709 AA GG Be3 ocobeHHocTe
GC
GT
GA
cC
TT
[NoBbllWeHHana GG
BOCMPUUMUYNBOCTb K CXCR4 rs104893624 GA GG Be3 ocobeHHocTeMN
BMY-nHbekumm AA
TT
T™MC6 rs769471844 AT T Be3 ocobeHHoCTeM
AG
GG
[MoBblleHHaqa T
BOCMPUNMUNBOCTb K IFNGR1 rs1236009877 AA TT Be3 ocobeHHoCTEM
MWKoBaKTepUanbHbIM AT
nHbeKumMam
del/del
IFNGRI rs587776856  ATTAATT/ATTAATT  GATTA/GATTA Be3 ocobeHHocTe
GATTA/GATTA
ATTAATT/del
GG
STATI rs587777630 AA GG Bes ocobeHHoCcTEN
GA

MpenpacnonoXXeHHOCTb CcC
K TAXKENOMY TeYEHUIO IFIHT rs587777446 TT CC Be3 ocobeHHocTeN

BUPYCHbIX MHbEKLMIN CT

GG
STATI rs587777630 AA GG Be3 ocobeHHoCTEM
GA

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa. E
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



NnoJINMOP- BALL

3ABOJIEBAHUE BAPUAHTbF* S3AKJ/TIOMEHUE

DdU3M FEHOTUN

MUMMyHHbIe 3a6oneBaHus

MpenpacrnonoyeHHoCTb GG
K XPOHUNHYECKNM STATI rs587777630 GA GG Bes ocobeHHocTen
KOYKHO-CITU3UCTBIM AA
KaHamao3am
GG
MNcopwmas CARDI4 rs886041402 GA GG Bes ocobeHHoCTeM
AA

TT
IL36RN rs387906914 TC T Bes3 ocobeHHocTeN

cC

TT
PeBMaTomaHbIi apTPUT PADI4 rs2240340 TC TC Bes ocobeHHoCcTEN

cC

cc
TNFAIP3 rs864321626 CT cc Bes3 ocobeHHocTeN

TT

CucreMHana
cknepoaepmma

CcT

CynnypaTnBHbIA NCSTN rs387906896 cc cc Bes ocobeHHocTeM
rmapageHnT T

GT
PSENIT rs63750082 GG GG Bes3 ocobeHHocTeN
TT

GG
PSENT rs63750900 AA GG Bes ocobeHHoCcTEN

GA

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



i ATonnd4ecKnm pepmaTtmuT

ATOMUYECKNI 0epPMaTUT (TaKXKe M3BECTHbIN KaK aTonmMyecKkas 3Kk3eMa) — 3To 3abo/ieBaHmMe, XapakTepusytoLleecs
BOCManeHneM KOXu (0,epMaTuT), KoTopoe 06blYHO HaYMHaETCA B paHHEM AETCTBE M 4acTo Ucye3aeT A0 MOAPOCTKOBOIO
BO3pacTa.

Y HeKoTopbIX 60/bHbIX 3a60/1eBaHME COXPaHAETCA U B 3pesioM Bo3pacTe. [praHakaMy aTonmMyeckoro gepMaTmTa
ABNAOTCH CyXas KOXa C KPaCHbIMM BbICbIMaHUAMU U 3ya, CbiMb MOYKET MOABNATLCA Ha 060N YacTu Tena. MI3BeCTHbI
reHeTn4Yeckn obycoBneHHble GopPMbl aTOMUYECKOTo AepMaTmTa.

WCCNEAQYEMbBIWA MEH: FLG

HekoTopble BapuaHTbl reHa FLG CBA3aHbl C PUCKOM Pa3BUTUA aTOMUYECKOro AepMaTuTa

leH MccnenyemMbl nonmnMopodusm Baw reHoTtvn

FLG rs138726443 GG

3AKNIOYEHMUE:

Y Bac BbiiBNeH HOpMaJibHbIX BApPUaHT reHa.




L AyToBocnanutenbHble CUHOPOMDbI

AyToBOCManUTeNbHblE CUHAPOMbI MPEACTABAAOT COB0MN Pa3HOPOAHYIO MPYMMy FeHeTUYECKN 06yCNOBNEHHbIX
3a60/1eBaHMM, B OCHOBE KOTOPbLIX NTIEXUT HapyLUeHMe perynaumm MexaHM3MoB BocraneHumnd. OnucaHo 6onee 25
Pa3MMYHbIX ayTOBOCMANIUTENbHbBIX CUHOPOMOB. VX O6LLMMU MPOABIEHUAMU ABMASIOTCA 3MU304bl IUXOPAOKK, KOTOpble
COMPOBOXOAKTCA KOXXHOM ChIMbIO 1M ayTOUMMYHHbIM MOPa)keHneM pasfnYHbIX OPraHoB.

MUCCNEAOYEMDIE FEHbI: COPA, MEFV, NLRC4, NLRP12, NLRP3, NOD2 (CARDI15), PSTPIP1 (C2BP1),
TNFRSF1A

MyTtauunn reHoB MEFV, NLRP3, NLRP12, NLRC4, TNFRSFIA, PSTPIPT, NOD2, CARDI14 nCOPA
CB$I3aHbl C Pa3BUTUEM MYCTY/IE3HOMO NCOPUa3a, CEMeNHOM Cpen3eMHOMOPCKOM
NINXOPaAKN 1 OPYrMMK ayTOBOCMAINTENbHbIMU CUHOPOMaMM,

leH Viccnepyembii monmMopdursm Baw reHoTtun
COPA rs794727993 cc
MEFV rs28940579 AA
NLRC4 rs587781260 AA
NLRPI12 rs1404302953 ccC
NLRP3 rs121908150 cc
NOD2 (CARDI5) rs104895477 GG
PSTPIP1 (C2BP1) rs28939089 GG
TNFRSF1A rs104895217 AA

3AKJTIOHMEHMUE:

Y Bac BbiiBIeH HOPMaJibHbI BAPUAHT reHOB.



L AYyTOMMMYHHbIN nuMdonponndepaTtuBHbIN

CUHAPOM

AYTOMMMYHHbIN NTMbonponudepaTuBHbLIN cHAPOM (AJTTMC) — 3To HacneACTBEHHOE 3aboneBaHMe, MPU KOTOPOM
obpa3syeTca aHOMaslbHO BOSbLLOE KOMUYECTBO KITETOK KPOBU — NMMMPoUUTOB (NuMdbonponmndepaums). HakonneHue
M36bITOYHOIO KONMMYECTBa NMUMOLUMTOB MPUBOAMUT K yBENMMUEHUIO NUMbATUUECKUX Y3NOB (NMdageHonaTns),
YBENMUYEHMIO MeYEeHU (renaToMeranms) 1 ceneseHku (cnneHomeranms). O4HUM 13 NpoasneHnit AJTMC MoryT 6biTb
ayTOMMMYHHbIe HapyLUEeHWS, KOTOPblE MPUBOAAT K aTaKe MMMYHHOW CUCTEMOM COBCTBEHHbIX KITETOK KPOBU —
3PUTPOLUTOB (AYTOMMMYHHAaa reMonmnTnyeckas aHeMus), TENKOLUTOB (QYyTOMMMYHHaa HEUTPOMEHWS) UMM TPOMOBOLUTOB
(ayTouMMyHHas TpoMbouuToneHus). MHoraa y nogen ¢ ANTNC BO3HUKaOT ayTOMMMYHHbIE 3a60/1eBaHMA C BOBEYEHUEM
OPYrMX OpPraHoB: Mo4vek (rnomMepynoHedpuT), medeHu (ayTOMMMYHHbIV renaTtuT), ras (yBeuT). Yaule Bcero 3aboneBaHue
nNposiBNseTcs B AETCTBE, KOrAa HabntogaeTcs yBennydeHme numMepaTu4ecKmx y3noB 1 ceneseHkn. AyTOMMMYHHble
HapyLLEeHWA Pa3BMBAIOTCS, KaK MPaBMIIO, B BUOE COYETAHNA FreMOSTMTUHECKOW aHEMUK K TpoM6boLMToneHuu. JTtogm ¢
knaccuyeckon popmoint ANTMC 06bI4HO MMEIOT HOPMabHYIO MPOAOHKUTENBHOCTb XXM3HW, HO MPW 3TOM MPUCYTCTBYET
MOBbILLEHHbIM PUCK PAa3BUTUA paKa KI1eTOK MMMYHHOM CUCTEMbI (MMM@OMDI).

MUCCNEOYEMDIE FEHbI: CTLA4, FAS (TNFRSF6)

MyTauum reHa FAS NpUBOAAT K CUHTE3Y aHOManbHOro 6eKa, KOTOPbIM MPUBOAUT K
HaKOMIEHMIO CAINLLKOM BOMbLLOMO KOMMYECTBAaNUMPOLMTOB. HEKOTOPbIE BapMaHTbl reHa
CTLA4 TakyKe CBfA3aHbl C MOBbILIEHHbIM PUCKOM pa3BuTtua AJ1TMC.

leH Viccnepyembii monmMopduram Baw reHoTtun
CTLA4 rs1357409506 cc
FAS (TNFRSF6) rs778993919 cc

3AKJTIOHEHMUE:

Y Bac BbiiBIeH HOPMaJibHbIX BApPUAHT reHOB.



linir BpoXxaeHHbIN ANCKepaTo3

BpoykaeHHbI AMckepaTos — 3To 3abo/1eBaHme, 0ByCIOBIEHHOE He4OCTAaTOYHOCTLIO KOCTHOIO MO3ra, KOTOPOEe MOYKET
MoparkaTb HECKO/TbKO OPraHOB U cUCTEM. [PosIBIEHWA BapbUPYHOT OT Nlerkux GopM L0 TAXKeNoro TedeHuns 3abonesaHms.
Haunbonee xapaktepHa Tp1aga CUMNTOMOB: AUCTPOdUS HOMTEN (HOMTW Ha PyKax M HOraxX MoxXo pacTyT Uin
HernpaBUbHOM GOPMBbI); AUCTPODUUYECKNE M3IMEHEHUS KOXKU U MOPaXKeHUEe CIIM3MUCTbIX 060/104eK PTa (MenKonnakums
nMosocTn pTa). Y NoAeN C BPOXKAEHHbIM JUCKEPaTO30M Pa3BMBAETCS anjacTUyeckas aHeMms, Korga KOCTHbIM MO3T He
MPOU3BOAUT LOCTAaTOYHO HOBbIX KMETOK KPOBU. TakKe Y 60/bHbIX MOBbILIEH PUCK OHKOMOTMYeCKMX 3a6oneBaHuni,
dnbpo3a nerkmx. JononHUTENbHbIMW CUMMITOMaMM MOTYT BbITb CTOMATOTIOrMYecKme npobieMsl, BbiMageHue BoaocC Un
npexaeBpeMeHHas cefinHa, HM3Kasa M1UHepasbHasa NIOTHOCTb KOCTeM (OCTeoNopo3), MopaxeHue TazobeApeHHbIX M
nieYyeBblX CyCTaBOB, 3a60/1eBaHMA NeYeHN. Y My>KUMH MOXET HabnioaaTbCa Cy>KeHe ypeTpbl, NpusoadLlee K
3aTpyOHEHHOMY UK 601E3HEHHOMY MOYEUCTYCKaHMIO U MHDEKLIMAM MOYEBbIBOOALLMX MyTEN.

MUCCNEAOYEMBDIE N'EHbI: RTELI, TERT

leH Viccnepyembin monmmMopdursm Baw reHoTtun
RTEL1 rs373740199 cC
TERT rs770066110 GG

3AKJTIOHMEHMUE:

Y Bac BbiiBNeH HOpMaJibHbI BAPUAHT reHOB.




limi r’mnep-lge-cnHapom

TMnep-IgE cMHOPOM, paHee U3BECTHbIN Kak CUHAPOM K063, — 3TO COCTOAHME, MPW KOTOPOM OTMEeYaeTcs aHOMasibHO
BbICOKUM ypOBEHb 6e/ika MUMMYHHOWM CUCTEMbI— UMMYHOT106ynmnHa E (IgE). 9ToT 6enok 06bl4HO BblpabaTbiBaeTca NpoTuB
UYXKEePOAHbIX TeN B OPraHM3Me, 0OCOBEHHO MapasnUTUUYECKUX YepBel, U y4acTBYeT B BOSHUKHOBEHUW afifieprmyeckom
peakLuum.

[Ona runep-IgE cMHOpoMa xapaKTepHbl peuAnNBMPYIOLLIME MHPEKLLMM, YacTble MHEBMOHWU (BOCManeHue nerkumx),
MHPEKLIMOHHbIE W BOCManuTeNbHble 3a60/1eBaHUA KOXWU. HeCMOTpS Ha To, YTo BOCManeHue — 3To HopMasbHas peakums
MMMYHHOW CUCTEMbI Ha TPaBMbl M MHOPOAHbIE Tena (HanpuMep, 6akTepum), UpesMepHoe BocraneHme MoXeT NoBpeanTb
TKaHW Tena. PeLunamsmpytoLe NHEBMOHUN MOTYT MPUBOOUTE K 06pa30BaHUI0 KUCT B TErKUX, 3aMo/THEHHbIX BO34YXOM
(nHeBMaToLene). YacTble KoXKHble 3a601eBaHNnd — K ChiM, BONAbIPSAM, CKOMMeHUIo rHosa (@abcliecchl), A3BaM U
LWenyLeHuto.

UCCNEAQYEMbIN FEH: STAT3

HekoTopble BapuaHTbl reHa STAT3 cBa3aHbl C pa3BUTUEM runep-IgE-cuHapoma.

leH Viccnepyembii monmMopduram Baw reHoTtun

STAT3 rs869312892 GG

3AKJTIOMEHMUE:

Y Bac BbiiB/1eH HOpMaﬂbelﬁ BapUaHT reHa.



e Jepuunt aHtuten (HapyLweHue BbipaboTKHU
aHTUTEnN)

HapyLlueHue BbipaboTKU (CUHTE3) aHTUTEN — caMas pacrnpocTpaHeHHas dopMa BPOXAEHHbIX HapyLLUEHWA MUMMYHHOM
cucTeMbl. JednUnT aHTUTeN — obLLee HasBaHWe rpy bl HAacNeaCcTBEHHbIX 3a60/1eBaHMI, MPU KOTOPbIX OPraHU3M He
crnocobeH BblpabaTbiBaTb LOCTATOYHOE KONMMYECTBO crelndnyeckmx 6e1KoB UMMYHHOM cucTeMbl— aHTUTen (I9G, IgM 1
ap.). 3aboneBaHna 3TOW rpymnnbl MOTYT MPOABAATLCA PELUONBUPYIOLLMMMK (HAcTbiMIK) 6aKTepUanbHbIMU MHbEKLMAMY,
MEHWHIUTOM, CENCUCOM, MHDEKLIMOHHbBIMU apTPUTaMK, ayTOUMMYHHbIMU 3a60M1€BaHUAMU, ANAPENHBIM CUHOPOMOM,
cnabblM OTBETOM Ha BaKLMHaLMIO.

MCCNEAYEMDIE NEHbI: IKZF1, NFKB2, PIK3CD, PIK3R1

HekoTopble BapuaHTbl reHoB PIK3CD, PIK3R1, NFKBI, NFKB2, IKZF1 cBs3aHbl C
NMpenpacnofioOXXeHHOCTbIO K HapyLLEeHWAM BblpabOoTKM aHTUTEN.

leH Viccnepyemblin nonmmopdursm Baw reHoTmn
IKZF1 rs530073586 cC
NFKB2 rs397514332 CcC
PIK3CD rs397518423 GG
PIK3R1 rs587777709 GG

3AKJTIOHEHMUE:

Y Bac BbiiBIeH HOPMaJibHbI BAPUAHT reHOB.




limie MoBbILLeHHaA BOCNPUUMUYUBOCTDb K
BM4Y-uHdeKkumnmn

Bupycbl nanunnombl yenoseka (BIMY) — rpynna 3a6oneBaHMi, LUMPOKO PacrnpoCcTPaHEHHbIX BO BceM Mupe. OHa
BK/ItoUaeT 6onee 100 TMMOB BUPYCOB, YacCTb M3 KOTOPbIX MOBbILLIAKT PUCK Pa3BUTUA OHKOIOMMYECKMX 3a601eBaHMMN.
3aboneBaHMe MOXET MPOTEKaTb Kak B NTErKMX, TaK 1 B TAXKENbIX GOPMaXx, YTO MOXKET 6bITb OBYCOBIEHO B TOM Unce
reHeTnyeckn. 3aboneBaHue B TAXKENON GOPME MOXKET MPOABNATLCA B BUAE MOPAXKEHNI KOXKM, HAMOMMHAIOLLMX
06blUHble BOPOAABKM UMM PAa3HOLBETHbLIN NULLAM (6opoaaByaTas anuagepmoamcnnasus). Co BpeMeHeM 3TU MoparkeHusa
CMoOCcoO6HbI MPUBECTM K PAa3BUTUIO MHBA3UBHOW MITOCKOKNETOUHOM KapLIMHOMbI KOXM

(3nokayecTBEHHOE HOBOOGPA30BaHME).

MCCNEAOYEMDIE T'EHbI: CXCR4, TMC6

HekoTopble BapraHTbl reHoB TMC6 11 CXCR4 cBA3aHbl C MOBbILLEHHOM BOCMPUMMYMBOCTbLIO K
BMY-mHbekmm.

[eH Viccnepyemblin nonmmopdursm Baw reHoTmn
CXCR4 rs104893624 GG
TMC6 rs769471844 TT

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUyaHT reHoB.



limie MoBblLLE@HHAs BOCNPUUMYUNBOCTDb K
MUKOGaKTepUuanbHbIM UHPEKLUUAM

MoBbILLEeHHasd BOCMPUUMUYMBOCTb K MUKOBaKTepManbHbIM MHGEKLUAM, UMY MeHOeneBcKasa npenpacnooyKeHHOCTb K
MUKOBaKTepUanbHbiM UHGEKLUAM, — 3TO PeaKU UMMYHOAEDULLUT, MPU KOTOPOM OpraHmM3M oco60 ya3BUM And
MUKOBAKTEPUX, B TOM YMCE Bbi3biBaOLLMX Ty6epKyses.

UCCNEQYEMBDIE FEHbI: IFNGRI, STAT1

HekoTopble BapmaHTbl reHoB IFNGRT 11 STAT1 cBSI3aHbl C MOBbILWEHHOM BOCMPUMMUYMBOCTbLIO K
MUKOBaKTepPUaibHbIM MHPEKLMAM.

leH Wccnenyemblt nonumMopdusm Baw reHoTmn
IFNGR1 rs1236009877 TT

IFNGR1 rs587776856 GATTA/GATTA
STAT1 rs587777630 GG

3AKNIOYEHMUE:

Y Bac BbiiBNeH HOpMaJibHblI BAPUAHT reHOB.




i MpeapacnoioXeHHOCTb K TAXXeJIoMYy
TeYEeHUIO BUPYCHbIX MHPEeKUMnNn

MpenpacnonosKeHHOCTb K TAXKENTOMY TeYEeHUIO BUPYCHbIX MHOEKLIUM (HanprMep, OCTOXHEHUS rpurna, Kopwu), cBa3aHa c
HELOCTaTOYHOCTBIO BPOXKAEHHOIO WK afanTUBHOIO (creumdudeckasd peakUma NMMPOLUTOB) KOMMNOHEHTOB

VIMMyHHO;I CHNCTEMDL.

MUCCNEAOYEMDIE MEHDbI: IFIH]1, STAT1

3AKJTIOMEHMUE:

HekoTopble BapuaHTbl reHoB STATT, STAT2 1 IFIHT cBA3aHbl C NpeapacnofiOXXEeHHOCTbIO K
TAXKENOMY TEUYEHUIO BUPYCHbBIX MHbEKL MM,

leH Wccnenyemblt nonumMopdusm Baw reHoTmn
IFIH1 rs587777446 ccC
STATI rs587777630 GG

Y Bac BbiiBNneH HOpMaﬂbelﬁ BapUaHT reHoB.




HImn

NMpeApacnoNnoXeHHOCTb K XPOHUYECKUM
KOXXHO-CJ/IU3UCTbIM KaHANAO03aM

[eHeTUYecKas NPenpacnonoXeHHOCTb K KOXXHO-CITM3UCTbIM KaHAMOA03aM XapaKTepu3ayeTcs XPOHUYECKOM MoUBKOBOM
MHbEKLMEN, MOpaXKatoLLEN HOMTU, KOXY, CITM3UCTblE 06010UKIM MOSIOCTU PTa W reHUTanumn, Kotopas Bbi3blBaeTca rpubamm
popna Candida spp., B ocHoBHOM Candida albicans.

UCCNEAQYEMbIN FEH: STATI

HekoTopble BapuaHTbl reHa STATT cBA3aHbl C MOBbILLEHHOM BOCMIPUMMYMBOCTbLIO K
rPUB6KOBbBIM MHDEKLMAM.

[eH Viccnepyemblin mnonmmMopdursm Baw reHoTmn

STATI rs587777630 GG

3AKJTIOHMEHMUE:

Y Bac BbiiBNeH HOpMaJibHbIXA BApUaHT reHa.



Himim nCOpMHB

[Ncopmras - KoKHoe 3aboneBaHme ¢ 3yaaLmMm U 601e3HEHHbIMK y4aCTKaMK TONICTOM KPACHOWM KOXKWM C cepebprcTbiMm
Yyelymkamm.

O6bIYHO MATHA MOABMAOTCH Ha JTOKTAX, KONIEHAX, BOTOCUCTOM YacTW FofoBbl, CAVHE, NMLE, NaOOoHAX W CTYMHSAX, HO UX
MOYKHO O6HAPYXXUTb U Ha OpYyrMx YacTax Tena. OCHOBHOW MPUUKMHOM Mcopmasa ABNAI0TCH ayTOMMMYHHbIe HapyLlleHus. B
npoLecce 06HOBEHWNA KNETKU KOXKM, KOTOPbIe PacTyT B MMY60KMX CIOAX, MOAHUMAOTCS Ha MOBEPXHOCTb, OTMUPAIOT U
OTLeNyLWMBaOTCA B TeUeHMe ogHoro Mecqua. MNMpu ncopmase 310 MpPoUCXoauT BCEro 3a HECKOMbKO AHeM, MOTOMY YTO
KMETKM PacTyT CIIMLLKOM 6bICTPO, U B pe3y/bTaTe MX M36bITOK MOCTENEHHO HakannmeaeTcy, POPMUPYA TONCTbie BALLKA.
CTpecc MOXeT ABNATbCA MYCKOBbIM MeXaHM3MOM, Bbi3bIBatoLLIMM 060CTpeHWe. PasBmUTHeE Ncopmrasa 4acTo MMeeT
HacneaCcTBEHHYIO MpeapacnonoXeHHOCTb.

MUCCNEAOYEMBDIE N'EHbI: CARD14, IL36RN

HekoTopble BapuaHTbl reHoB CARDI4 1 IL36RN cBA3aHbl C PUCKOM pa3BUTUA Ncopmasa.

[eH WccnegyeMblii MoAMMopdrnsmM Baw reHoTtvn
CARDI4 rs886041402 GG
IL36RN rs387906914 TT

3AKJTIOHMEHMUE:

Y Bac BbiiBNeH HOpMaJibHbI BAPUAHT reHOB.




NI

PeBMaTOUAHDbIXA apPTPUT

PeBMaTOMOHbIN aAPTPUT - XPOHMNYHECKOE ayTOMMMYHHOe 3a6oneBaHme, nopa)katoulee CyCTtaBbl N Bbi3blBatoLlee B HUX 6on b,
OTEeK N CKOBaHHOCTb.

3aboneBaHue 06bl4HO rMoparkaeT CyCTaBbl PYK, HOT 1 3anAcTbs. [1py peBMaToOMOHOM apTpUTE MMMYHHas cUcTeMa
OopraHmM3Ma aTakyeT COBCTBEHHbIE TKaHW, BbICTU/TaOWMe CyCTaBbl, B pe3yribTaTe 4ero CyCctaBbl OMyxXatoT, CTAHOBATCA
YKECTKUMU U 6oNe3HeHHbIMW. Y HEeKOTOPbIX nogen c pPEeBMaTOUAHbBbIM aPTPUTOM OTMEYaoTCH YCTanoCTb 1 noteps Beca. Co
BpeMeHeM 3TO NMpmMBOOUT K MOBPEXOAEHUIO CyCTaBOB, XpﬂLLl,el;l M mnHorga Kocrten. Puck PasBnNTUA peBMaToOnagHOro
aApPTPUNTa CBA3aH C pa40M CbaKTOpOB, B TOM YUC/1e C FreHEeTUYECKOMN npenpacnonoXXeHHOCTbHO.

UCCNEAQYEMbIN TEH: PADI4

HekoTopble BapuaHTbl reHa PADI4 cBA3aHbl C PYCKOM Pa3BUTUS PEBMATOUOHOIO apTpuTa.

leH Viccnepyembii monmMopduram Baw reHoTtun

PADI4 rs2240340 TC

3AKJTIOHMEHMUE:

Y Bac BbiiBNeH HOpMaJibHbIXA BApUaHT reHa.



i CucreMHas cknepoaepmMmus

CucrteMHada cknepoaepMms - ayTouMMyHHoe 3a6oneBaHme, nopaxkakoulee KOXXy U BHYyTPEeHHWE OpraHbl.

CnoBo «CKIePOAEPMUS» B MEPEBOE C MPEeUYeCcKoro A3bika O3HavYaeT «TBepAas KoXa». 9To 3a6o/1eBaHMe XxapaKTepusyeTca
obpaszoBaHMeM pybLOBOM TKaHU (brbpo3a) Ha KoXKe 1 B ApyrMx opraHax. DMbpo3 BO3HMKAET U3-3a M3BbITOYHOIO
MPOU3BOACTBA KOMareHa, KOTopblM 06bIYHO YKPENNaeT 1 NoOAEPXKMBAET COEANHUTENbHbIE TKaHW, HO 3HAYUTENbHOEe
MpeBbllleHMe ero KoMM4YecTBa NPUBOOUT K PasBUTUIO 3aboneBaHus. 19 60MbHbIX C CUCTEMHON CKiepoaepMmnen
XapaKTepHa NUxXopankKa, moxyaeHme 1 passuTre cCUHOpoMa PeliHo - cnasma apTepuin KUCTEN U CTOM MOA BIUSHUEM
XONoaHOM TeMnepaTypbl UK cTpecca. BO3SHMKHOBEHME CUCTEMHOM CKNEePOOEPMMU MOXKET BbiTb CBA3AHO C
reHeTUYeCKoWm NpeapacrnofioXXeHHOCTbLIO.

UCCNEAQYEMbIN FEH: TNFAIP3

DaKTOPOM pUCKa CUCTEMHOM CKIEPOOEPMUIM ABISETCS aHOMaNbHas BocnanmTenbHas
AKTUBHOCTb. HekoTopble BapuaHTbl reHa TNFAIP3 cBa3aHbl C PUCKOM pPasBUTUA
ayTOBOCMAaNUTENbHbIX CMHAPOMOB, B TOM YMCII€ CUCTEMHOMN CKIIEPOAEPMMUW.

leH Viccnepyembliin nonmmopdursm Baw reHoTmn

TNFAIP3 rs864321626 cc

3AKJTIOMEHMUE:

Y Bac BbiiB/1eH HOpMaﬂbelﬁ BapUaHT reHa.



limin CynnypaTUBHbIA rMAPaaeHUT

CynnypaTUBHbIM (THOMHbIM) TMAPAAEHUT - XPOHMYECKoe 3a60/1eBaHmMe, XapaKTepmsytoLLeecs FTHOMHbIMUY BbICbIMaHUAMM
B MOAMbILEYHbIX BMNaanHax, maxy, aHarbHoW obnacTv 1 Ha rpyaun. 3aboneBaHne BO3HUKAET M3-3a BOCManeHus
BOMOCAHbIX GONMTUKYNOB M BTOPUYHOM MHEKLMIM, @ MHOMOA M3-3a BOCMA/IEHUA HEKOTOPbIX MOTOBbIX YKese3 (aMOKPUHHbIX
»kenes). 3To NporpeccupytolLee 3a6onesaHme, Mpu KOTOPOM eAnHUYHbIe GYPYHKYIbl, 3aMOHEHHbIE THOEM,
npeBpaLlatoTcd B TBepAble 60o/1e3HEHHble rTy60KO pacrnonoXXeHHble 06pa3oBaHUA C U3bA3BNEHUEM. 3aXK1BeHMe

rMopa)eHHbIX y4aCTKOB 06bIYHO CBA3aHO C NporpeccrpyowmM pybLeBaHmneM (brnbposom).

CynnypaTUBHbIM TMAPaOeHUT YacTo pa3BMBAETCA Y IIOAEN C FeHETUYECKOM MPeapacnoNoXeHHOCTbIO K HapyLUeHUAM

pPaboTbl UMMYHHOIM CUCTEMBI.

UCCNEAYEMBDIE N'EHbI: NCSTN, PSEN1

leH

NCSTN
PSENI1
PSEN1

3AKJTIOMEHMUE:

Viccnepyembii monmMopduram

rs387906896
rs63750082
rs63750900

Y Bac BbiiB/1eH HOpMaﬂbelﬁ BapUyaHT reHoB.

Bal reHoTMn

ccC
GG
GG



NPODUNAKTUKA UMMYHHbIX 3ABONTEBAHUW:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
NpenoTBPaTUTb Pa3BUTUE 3a60NeBaHUN UMMYHHOW CUCTEMDbL

CBOEBpeMeHHas BaKLMHaLMA NPOTUB MHPEKLMOHHbIX 3a60/1eBaHMI

pPaLMOHaIbHOE UCMOb30BaHME aHTUOMOTUKOB (TOMTbKO MPW Ha3HaYeHKWM BpaYya).

n3beraHme BO3LENCTBINA afiyIePreHoB W MepeoxTaxaeH M.

perynapHblie dusnyeckme Harpyskm, NPenMyLLLEeCTBEHHO a3pobHbIe - M1aBaHue, 6er, xogabba ona
nopaepXaHMa HOPManbHOM MacChl Tena, TOHyCa MblLLLL M COCYA0B.

cobntofeHne OCHOBHbIX MPaBU FUIMeHbl, PerynapHbIi Nprem ayLua.

CHWKEHWeE YPOBHSA CTpecca M 3MOLMOHANbHOIo NepeHanpsh eHuns, CObMt0AeHNe peXxmMa paboTbl U OTAbIXa.

cobntofeHne pexmma cHa 1 604pCTBOBaHUSA (COH [OMKEH COCTaBNATb He MeHee 7-8 4acoB, 3acbiNMaHue n
noaobeM NPUMEPHO B OOHO M TO e BpeMs).

npaBUbHOE MMUTaHME: yNnoTpebneHune 3eneHmn (NeTPyLLKa, YKPOM, KUH33, 6a3nnunk, NyK 1 4p.), CBEXMX OBOLLEN
N GPyKTOB (6€3 TepMUYECKOM 06paboTKM), a TakKe PblObl, ONTMBKOBOIO Macsa, MorypTa, MaKapOHHbIX U34eNnuni 13
TBEPLAbIX COPTOB MLUEHULLbI (MPOU3BOAUTENN OObIYHO YKa3bIBatOT COPT Ha yMNaKOBKe).

OTKa3 OT KypPeHWA 1 OTKa3 OT a/IKOros.

npoxoxxaeHwe NpodunakTUHecKnx obcneqoBaHu B COOTBETCTBMM C [NprkasoM MuH3gpaBa Poccum ot
27.04.2021N 404H (pep. o1 19.07.2024) "O6 yTBep>aeHMM MNopanka nposeneHma NnpodunakTmyeckoro
MeOULMHCKOro oCMoTpa M AUCNaHCcepm3aLLmMm onpeneneHHbIX rpynn B3poCcnoro HaceneHus" (3apermcTprpoBaHo B
MuHtocTe Poccirin 30.06.2021 N 64042).

B cnyyae BbISIBNEHUA FreHETUUYECKOM MPeapacnofioXeHHOCTU K UMMYHHbIM 3a60/1eBaHMAM HEO6X0QMMO
06pPaTUTBCA K Bpady-reHeTMKY, Bpady-anfieproory-mMmMyHOory.



3ABOSIEBAHMS /
DbIXATENbHOW /

CNCTEMDI

LbixaTenbHas cructema obecnedmpaeT Yenoeeky 00CTaBKY KMCNopoaa K KPOBEHOCHbLIM COCyaM.

AHATOMUYECKHM ObIXATE/IbHAYA
CUCTEMA NOAPA3AENHAETCA HA:

Nerkwme

BepxHie AblxaTenbHble MyTH: HOC W
FNoTKa,

HUXKHWE OblXaTenbHble MyTU: TOPTaHb,
Tpaxeq, BpPOoHXK (B TOM YMCe B Nerkumx).

HA BOJIE3HU
ObIXATEJ/IbHOW CUCTEMbI
B 5OJ1bLLIOM CTEMEHM
BJIUKIOT:

Skonoruyeckasa o6cTaHOBKa
KypeHune

HacnencreeHHas
npeapacnonoXKeHHOCTb

XpoHUYeckue MHPEKLIMOHHbIE
3a6oneBaHMs.
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Dum spiro, spero.
MNMoka Aabiwy, Haaelchb.

JlaTHCKasi MoroBopKa

Mbl npoaHannsnpoBann Bau_ly HacneaCTBeHHYHO NpenpacnosioXxXeHHOCTb K Pa3sBUTUIO 3aboneBaHUM ObIXaTeNbHOM
cucTeMbl. Pe3ynbTaTt aHanmsa He gBngeTca OMarHo30M U He o3Ha4vaeT 100%-t0 BEPOATHOCTb CTOSTKHYTbCS C 60ne3HbIO.

HU3KMI pruck He o3HadaeT 100%-t0 3aLUMTy OT Pa3BMUTUA 3aboneBaHua. MHbopMauma o Balwmx reHax moMoyxeT Bam
mn3bexaTb NPoBIeM C XKMU3HEHHO BaXKHbIMW OpraHaMm.

3ABOJIEBAHUE NOJINMOP- g A pYUAHTBI BALL 3AKJ/TIOMEHUE
®U3M rEHOTUN

3a6oneBaHus AblXxaTe/IbHOM CUCTEMbI

AG
ANNepru4yecknin puHUT rs20541 GG MoBbIWEeHHbIN PUCK

AA
TT

BpoHxmnanbHas actMa rs7216389 cc Be3 ocobeHHocTeN
CT

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa




AnneprnyecKum pyuHumT

AﬂﬂeperLleCKl/IVI PUNHUT — BOCMannTesibHoe 3aboneBaHue BEPXHUX OblXaTe/ibHbIX I'IyTeVI, KOTOPOE COMNnpoBOXXOaeTCH
criesoTedeHnemMm, O06UNBHBIMU CITN3NCTBIMK BbIAENEHUAMM M3 HOCA N YMXAHUNEM. AJ'IJ'IepFVI‘-leCKVIl;I PUHUT 3HAYNMO
CHWMXXaeT Ka4yeCTBO XXM3HU Ye/mloBeKa M BOSHNKAET KaK y nerten, Tak u Y B3pOCibiX. CUMMTOMbl MOTFYT MPOABIATLCH KakK
CE30HHO, TaK U Kpyrnorogmn4Ho.

Yalue Bcero anneprmquKMPl PUHNT BO3HUNKAET NMPWN KOHTaKTe C:

MblNbHO;
LLUEPCTbIO U MNepXOTbo XXNBOTHDbIX;
MblNbLOM OepeBbeB, TPpaB M LLBETOB.

UCCNEAQYEMbIWA FEH: IL13

[eH IL13 kogMpyeT CUrHanbHyto Monekyny (MHTepnenkmnH 13), koTopas B HopMe rnogasnaeT
annepruyeckyto peakuumto. Npu onpeneneHHOM BapuaHTe reHa IL13 Bbligensercs
M36bITOYHOE KOTMUYECTBO BOCMaNIMTENbHbIX BELLECTB B OTBET Ha asi/IepreH.

leH Wccnenyemblvt nonumMopdusm Baw reHoTmn

IL13 rs20541 GG

3AKJTIOMEHMUE:

Y Bac BbiSIB/iIeH BapUaHT, CBf1I3aHHbIN C NOBbILLEHHOMN BEPOATHOCTDbIO pa3BUTUA
annepruyeckoro pyuHmuta. PekoMeHaoBaHa KOHCynbTauuga Bpava ans pa3p860TKM
mnHaomnBUAayalJibHbIX Mep I'IpOd)MﬂaKTMKM.



limi BpoHXManbHada acTMa

BpoHXManbHas acTMa — 3TO XPOHUYEeCcKoe HeMHPEeKLMOHHOe 3aboneBaHne ablXxaTebHbIX MyTer, KoTopoe
COMPOBOXOAETCSH CYXKEHMEM BPOHXOB M3-33 MbILLUEYHOIO CMasMa, YTo MPUBOAMUT K OAbILLKE, YAYLLIbIO, KaLLUJIHO.
BpoHXManbHas actMa - MHorodaKTopHoe 3aboneBaHme, K BHEeWHUM daKTopaM, KOTopble MOFyT ClPOBOLMPOBaTb
nposBreHne 6POHXMANbHOM aCTMbl, OTHOCATCS:

OblTOBbIE asiepreHbl (KﬂeLLI, [OoMallHen Nblaw, NepxoTb 1 LWepPCTb )KVIBOTHbIX) N «ynn4dHble» anneprexHbl (I'IbIJ'IbLI,a

PasnMUHbIX pacTeHuni);
TabauHbIN ObIM.

MCCNEAQYEMDbIN FEH:

3AKJTIOMEHMUE:

GSDMB

[eH GSDMB oTBeYaeT 3a perynaumio TOHyca Magkow MyCKynaTypbl, AerpaHynaumio TyYHbIX

KIETOK (MpW AerpaHynsaummy BblAeaeTcs rmMcTaMyH, KOTOPbIN MPOBOLMPYET CMa3M 6pOHXOB).

Mpu onpefeneHHoOm MyTaumMmM B 3TOM reHe TOHYC MMaaKoM MyCKynaTypbl 6pOHX0B
MOBbILIAETCA M BO3HMKAET CMasM 6POHXOB.

[eH Viccnepyembliin nonmmopdursm Baw reHoTmn

GSDMB rs7216389 CT

Y Bac BbisgaBneH HOpMaﬂbelﬁ BapUaHT reHa.



NPOM®UNAKTUKA 3ABOJIEBAHUN ObIXATE/IbHOU CUCTEMbL:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
nNpenoTBPaTUTb Pa3BUTUE 3a60NeBaHUMN AblXaTeNbHOW CUCTEMbL

perynapHoe npebblBaHWE Ha CBEXEM BO34yXe 1 MPOBETPUBAHME MOMELLEHWIA

n3beraHme BO3OENCTBUNA afi/IePreHoB W MepeoxTaxaeH M.

npeanoyTUTeNbHOE BAbIXaHMeE BO3AyXa Yepe3 HOC (4Tobbl BO34yX, Mepen, TEM Kak MomnacTb B HVXKHWe OTAenbl
ObIXaTeNbHOW CUCTEeMbI YCMeN COrpeTbCsa 40 ONTUMaTbHOM TEMMNepaTyPbl, YBAAXHWUTLCA U MPOPUNBTPOBATLCA OT
KPYMHbIX YacTUL, M MUKPOOPIraHU3MOB).

WCKIIOYEHME NpenapaToB, COAePXKaLLUMX PACTUTENbHOE Chipbe W Mef, Y 60MbHbIX, CTPafatoLLMX MOANUHO3OM.

perynsapHble PUsnyeckme Harpy3ku, npenmyLLecTBEHHO aspobHble - NnaBaHue, ber, xoabba ana
nogaepXaHMa HOPManbHOM MaccChl TeNa, TOHYCa MblLLLL M COCYO0B.

CBOEeBpPeMeHHas BaKLMHaLMG MPOTUB MHPEKLIMOHHbIX 3a601eBaHUN.

OTKa3 OT KypPeHWA 1 OTKa3 OT a/IKOros.

npoxoxkaeHwe NpPodUNaKTUHeCKoro MeAnLMHCKOro oCMoTPa U AMcnaHcepm3aLmm B COOTBETCTBUN C
Mpukaszom MuH3gpaBa Poccun ot 27.04.2021N 404H (pepn. oT 19.07.2024) "O6 yTBepXaeHUM NMopsaaka nposeneHms
NPOPUNAKTUHECKOTO MeULIMHCKOrO OCMOTPA M AUCNaHCepM3aLLMmM onpeaeneHHbIX rpynn B3pocnoro HaceneHms"
(3aperunctpuposaHo B MuHtocte Poccum 30.06.2021N 64042).

B cnydae BbidBNEeHUA reHeTUYEeCKoM NpeapacnonoXeHHOCT K 3a60/1eBaHNAM AblXxaTelbHOM CUCTEMbl HEO6XOANMO
06paTUTbCA K Bpady-reHeTuKy, Bpady-0ToNapuHIonory, Bpady-aniepronory, Bpady-nybMOHOMOrY.



OBuiXKeHUe — KnaaoBas dXU3HWU.

rnyrapx

CornacHo nepeyvHio MexayHapogHom Knaccubukaumm 6onesHen, K 3a6onesaHmMaM onopHo-ABMraTebHoro
arirnaparta OTHOCATCH 6onee 150 3860ﬂeBaHMI;I, nopaxaktuwmnx CKesiIeTHO-MblLUEeYHYO CMCTeMy: MblLWLbl, KOCTK, CyCTaBhbl
U coeOMHUTENbHbIE TKaHM, TaKMe KaK CyxXOXKMAna 1 cBA3KM. OHW BapbUpyoTCs B LUMPOKOM AMarnasoHe, OT OCTPbIX K
KpaTKOBpPEMEHHDbBIX aBneHnm — rlepenomoa, paCTFI)KeHMPl M BbIBUXOB — 00 NOXKM3HEHHbIX Hap_yLL.IeHMlZ,
COMPOBOXAAILLUMXCS XPOHMYECKOM BOMbIO M MHBANMOHOCTBLIO. 3aboNeBaHMa ONoOPHO-ABMraTeNbHOro annapara
O6b|‘-IHO xapaKTepvmyIOTc;e 6onesbIMK owyuweHnamMm N CHMxXeHmem rnoaer>xXHOCT1, MOTOPUKWM N (b_yHKLLVIOHHJ'IbeIX
BO3MOMHOCTEM, YTO OrPaHUYMBaET CNOCOBHOCTb YeNoBeKa K TPYAOBOM AesTeNbHOCTU M COLManbHOM aKTUBHOCTM,
TeM CaMblM OKa3blBad HeratTMBHoe BOBJ:LGIZCTBMG Ha ncuxmyeckoe 6ﬂaror|0ﬂy-w|e M Ka4eCTBO XU3H .

3ABOJIEBAHUA OMOPHO-ABUTATEJIbHOIO AMMAPATA MOIYT NMOPAXATbD:

e CYCTaBbl - 3TO OCTE0APTPO3, PEBMATOMOHbLIN apTPUT, e MbILWLbI M MO3BOHOYHUK]

nogarpa, aHKI/IJ‘lO3|/|py}OLLLM{7I CMOHOAMNOAPTPWT,
e Pas3NIMYHble 4YacTK Tena M CUCTeMbl OPraHuU3Ma,

¢ KOCTHblE TKaHW C pa3BHnTHMeM OCTeornoposa, 1 Bbl3blBad perMoHapHblie KM pacnpoCcTpaHeHHble
noBbllEeHHbIM PUCKOM MepeqloMOB B pe3y/bTaTe 6oneBble CHMHOPOMDI, BOCNannTenbHble 3aboneBaHuA
TpaBM NN XPYNKOCTK KOCTew, coegMHUNTENbHOM TKaHW M BaCKy/nThbI.




MbI NpoaHanusnpoBanu Bally HacneACTBEHHYO NPenpacrnofioXXeHHOCTb K PasBUTUIO 3ab60NeBaHUM
ornopHoaBMraTenbHOro anmnapaTa. Pe3ynbraT aHanm3a He 9BAgeTca oMarHo3oM 1 He o3HadaeT 100%-10 BeposSTHOCTb
CTONTKHYTbCS C 601€3HbI0. HU3KMI pUCK He o3Ha4yaeT 100%-to 3almMTy OT pa3BuUTUSa 3aboneBaHusa. MHdopmMauma o Bawmx
reHax NoMoXxeT Bam nsbexaTb MpobaeM C XKU3HEHHO BaXKHbIMW OpraHaMm.

NnoJINMOP- BALL

3ABOJIEBAHUE BAPUAHTbF 3AKJ/TIOMEHUE

DdU3M FEHOTUN

3a6oneBaHUAa ONOpPHO-ABUraTesibHOro annapara

. GG
AHKUNO3VpYIOLWMM ERAPIT rs27044 cC CcG Be3 ocobeHHoCTEM
crnoHaMNUT
CG
K TT
OHTPakKTypa EPDRI rs16879765 cC cC Be3 ocobeHHoCTEMN
OiontountpeHa
CT
K 6 TT
OCTHasA bonesHb OPTN rs1561570 CcT CcT Bes ocobeHHocTEN
MepykeTta
CcC
TT
OcTeoapTpo3 COL6A4P1 rs7639618 cC cC Bes ocobeHHocTeN
CT
GA
OcTeonopos LRP5 rs4988321 AA GG Bes ocobeHHoCTEM
GG
AC
Moparpa SLC2A9 rs863225072 cc AA Bes ocobeHHocTen
AA

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



i AHKUNO3UPYIOLWUA CMOHOUSIUT

AHKMNO3UPYIOLWMM CMOHOAUAUT — 3TO PeKOe CUCTEMHOE XPOHUMYEeCKoe 3aboeBaHme CyCcTaBoB (MpenMyLLEeCTBEHHO
MO3BOHOYHMKA), COMPOBOXOAOLLEeeCTd OrpaHNYeHNEM NX MOABMXKHOCTU. BoneloT CMOHANAUTOM Yalle MY>XYMHbI B
Bo3pacTe 20-40 ner.

[HaHHaga maTonorusa pa3BMBaETCs B OCHOBHOM Y IOAEN, KOTOPbIEe MMEIOT HacneCTBEHHYIO MPenpacrofioXXeHHOCTb U
reHeTu4yecKme oCoObeHHOCTU MMMYHHOW CUCTEMDbI, HanpuMep, MyTauuto reHa ARTST (ERAP]). NepBbiMU MpU3HaKaMu
3Toro 3aboneBaHua ABNAOTCA Hepe3kMe BONKM B paioHe KpPecTLa, MHOraa B rnaxy v B 06/1acT BHeLLHeW CTOpOoHbl benep.
Y 60MbHOro HapyLllaeTca COH, EMY TPYAHO BCTaBaTb C MOCTENU U3-3a YTPEHHEN CKOBAaHHOCTU B CMNUHE.

CoCTOsIHME yry4dLIaeTCca Mpur «pa3paboTKe» CyCTaBOB U YXYALIAETCA B COCTOAHMM NOKOSA. [oCTeNEeHHO, Yepes HeCKObKO
neT, NosaBNAoTCA 60/b M CKOBAHHOCTb B 06/1aCTU LLIEN M CMUHbBL. HaKMOHbI B pa3Hble CTOPOHbI 3aTPyAHEHbI U
60Ne3HEeHHbI.

UCCNEAQYEMbIN FTEH: ERAPI

[eH ERAPIT perynupyeT BoCManmUTefibHble MPOLECChl akTUBaL MO MaKpodaros, perynaumto
aKTUBHOCTW T-K/TETOK, UMMYHHbIM OTBET B LLEMOM.

leH MccneoyeMblh nonmnMopdumsm Baw reHotun

ERAPI] rs27044 CG

3AKJTIOMEHMUE:

Y Bac BbiFiB/1eH HOpMaﬂbeID’I BapUaHT reHa.




NI

KoHTpakTypa AlonioutTpeHa

KoHTpakTypoi JoniouTpeHa Ha3biBatoT YNNIOTHEHME U YKOPOUYEHME CyXOXKMNIUIN B 061aCTU KUCTK, KOTOPble MPUBOOAT K
CrMBaHMio M PUKCaALLMM NafbLEB B HEECTECTBEHHOM MOSTOXKEHUU. 3a60M1eBatloT B OCHOBHOM MY)KYMHbI CpegHero
BO3pacTa.

CylecTByeT HacneOcTBEHHas NPeApacrnonoXXeHHOCTb K 3TOMY 3a6oneBaano, TaKXXe MMeeT 3Ha4YeHMe XpoHn4ecKad
TPaBMaTuU3auund.

Yalue Bcero CTpafgatoT MU3NHeL, U 6e3bIMAHHbIV Nanew, Ha ogHoOM UK o6emnx PYyKax. BonesHb MOXET MeTb OCTpoe
Hauano, Ho B 6O/bLLUMHCTBE Cny4aeB BblpaXXeHHble CUMMMTOMbI MPOABNAKOTCA TOJIbKO Yepe3 HECKOJ1IbKO NeT. |_|pl/1 TAXesSIOM
TeyeHnn 6onesHn Pa3BMNBaeTCHd NMNOJTHad HeEMOOABMXHOCTb OOHOIOo NN ABYX ManbLeB (aHKVI}'IO3).

UCCNEAQYEMbIN FEH: EPDRI1

Mpw onpegeneHHbIX MyTaunax reHa EPDRT NpoOUNCXognT HapyLUeHME CTPOEHUSA CYXOXMUIUNN.

leH Viccnepyembin monmmMopdursm Baw reHoTtun

EPDRI1 rs16879765 ccC

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.



i KoctHaa 6one3sHb MepxkeTa

Mpw 3ToM 3a6oNeBaHMM HapyLLIaeTca MeXaHM3M OB6HOBNEHNA KOCTHOW TKaHW, YTO B KOHEYHOM UTOre MPUBOOUT K
aedopmMaumm Kocte. Kak npaBunio, 6onesHb MNegyketa npossnaerca nocre 40 feT, B OCHOBHOM Y MY>X4YMH. BonesHb
MOXET MopaXKaTb /OOYI0 YaCTb CKereTa, Yallle - Ta3 U rofieHu, 6efpeHHble KOCTUW, Yeper, MO3BOHOYHUK, KoUULLbl U
nnedun. OHU yBENMUYMBALOTCA B Pa3Mepax, TePatoT MPOYHOCTb U CTAHOBATCA CKITOHHbBIMM K Mepenomam. MHoraa
3aboneBaHMe NpoTeKaeT 6ECCUMMTOMHO U C/ly4alHO OBGHaPY>KMBAETCSH C MOMOLLbIO METOAOB /y4eBOM AMarHOCTUKK. Bo
BpeMa 6ONe3HM YeNoBEK OLLYLLIAET Tyrble, HoloLLMe 60N B KOCTAX W CyCTaBax, KOTOPbIe yCUNMBAOTCA Houbto. [1o Mepe
nporpeccupoBaHma 3a60n1eBaHMA BO3HMKAIOT rofIoBHble 607K, OHEMEHUE, MoKabliBaHMe, cNabocTb UK Mapanny
KOHeYHoCTel. 3aboneBaHe MOXeT NMPUBOOUTDL K MoTepe criyxa.

WCCNEOYEMbBIW FEH: OPTN

[eH OPTN kogupyeT crieumdpuryeckimii 6enok, perynmpyowmii guddepeHumaumio KeTok
KOCTHOM TKaHW. [pW TaKOM HapyLLUEHWU MPOUCXOOUT N3BbITOUHbIN POCT
HeaonddepeHUMNPOBAHHbBIX KOCTHBIX KIETOK.

[eH MccnenyemMbl nonmnMopodusm Baw reHoTtvn

OPTN rs1561570 CT

3AKJTIOMEHMUE:

Y Bac BbiiBNIeH HOPMasbHblii BapUaHT reHa.




Hmm Qcreoa PTPO3

OCTe0apTpo3 - 3TO XPOHMUYECKOoe 3aboeBaHMe CyCTaBOB, NP KOTOPOM MPOUCXOAUT pa3pyLUeHMe XpaLla U CHUXKaeTca
MAOTHOCTb KOCTW, Haxo4ALenca HenocpeacTBEHHO MO XPALLEBOM TKaHbto. CYMTaeTca Hanbonee pacnpoCcTpaHeHHOM
dopMom noparkeHmns cyctaBoB. CUMMTOMbI MOIYT MPoABAaTbCA yyke B 40-50 neT, a 6amke K 80 oHM oTMevatoTca
MPaKTUYECKM Y BCEX.

[o 40 neT ocTeoapTPO3 Yalle BCTPEYAETCH Y MYXUUH, YEM Y XKEHLLUH, 1 ABMASETCS, KaK MpaBuIo, cneacTBmem TpaBMbl B
6onee 3penioM Bo3pacTe eMy OMHAKOBO NoABEPXKeHbl U Te 1 apyrue. NepBbiM NPU3HAKOM OCTe0apTPO3a ABseTca 60/b
B CyCTaBe, KOTopasa BO3HWKAET MPW Harpy3Ke, HO BbICTPO MPOXOAUT B MOKOE.

BHellHe oTMeyvaeTca HebonbLUIOE yBeNMYEHME CyCcTaBa B pasMepe. Co BpeEMEHEM MOXKET MPOM30MNTU ero gedopmauma
BMAOTb 40 MOSTHOIO OrpaHUYeHnsa ABMKEHUA. Ha ceroqHALLHMIN eHb OCHOBHbBIM CMOCOHBOM Tepanmm ocTeoapTpo3a
aBnseTca nedebHas GU3KYNbTYPa, HaLleneHHasa Ha MoCTOsAHHOe NoaaepaHme Heo6XxoAMMOro o6bemMa OBUMKEHUMN U
CO3[aHUA LIMKIOB OXXaTUA-PaCTAXKEHUSA CyCTaBHOMO XpALLa.

UCCNEAQYEMbIN FEH: COL6A4PI

[eH COL6A4PT kogupyeT KonnareH 6 TMna, KOTOpbIN ABFETCH KOMMOHEHTOM CyCTaBHbIX
xpsawen. Npy MyTaumMm B 3TOM reHe KosnareH CTaHOBUTCA 6oree XPpYNKMM.

leH Wccnenyemblt nonumMopdusm Baw reHoTmn

COL6A4P1 rs7639618 cc

3AKJTIOMEHMUE:

Y Bac BbiiBNIeH HOPMarsbHbiii BapUaHT reHa.




HImn OCTeOHOpOB

B Poccuun kaykgas BTOpas KeHLWMHa U KaxkObl MATbIN My>X4MHa cTapLue 50 feT cTpafatoT 3TUM 3aboneBaHueM.

OCTeonopos - 3To CUCTEMHOE 3abo/1eBaHMe CKeNeTa, MpPM KOTOPOM MPOUCXOAUT CHUYKEHME MAaCChl KOCTHOM TKaHU 1
HapylleHMe ee NMNoTHOCTK, MPUBOAALLEE K XPYMKOCTU KOCTeW (KOCTHas TKaHb pa3pyLlaeTca 6bicTpee, YeM dopMUpyeTca
HOBag) U Oayke He3HauYuTeNbHble MOBPEXOEHMSA MPU MageHUa M MUKPOTPAaBMbl MOTYT MPUBOAWTDb K MeperioMam.
Haunbonee 4acto ocTeonopo3 NpoaBfaeTcs KOMMPECCUMOHHbIMU MepeioMaMm NMO3BOHKOB, MeperoMaMm OUCTaNlbHOro
oTaena npeannedbs (Nepenom Konneca), MpoKCMManbHoro otaena 6egpeHHoM KOCTU M MpPOoKCUMManbHOro otaena
nne4yeBoOM KOCTW.

Ha HauanbHbIX CTagMax 3abonesaHme npoTeKaeT 6eCCUMMTOMHO 1 YacTo ANarHOCTUPYETCH TOJIbKO Mocrie rnepenomMa npu
HebonbLIOW TpaBMe. C Pa3BNTMEM OCTEONOPO3a NMNOoABIAKOTCA HOKOLLNE 60K B KOCTSX, ycunumBarouinecd npn ABN>XeHNK,
HapyllaeTCd OCaHKa, yMeHbLLUaeTCqa POCT.

UCCNEAQYEMbIN FTEH: LRP5

[eH LRP5 yyacTByeT B 06pa3oBaHUM KOCTHOM TKaHW. [1pn onpeneneHHbiX MyTaumMax B reHe
npomncxogmT 3amenieHne GoPMUPOBAHMA KOCTHOW TKaHW N CHUYKEHME €€ MNTOTHOCTW.

leH Wccnenyemblt nonumMopdusm Baw reHoTmn

LRP5 rs4988321 GG

3AKJTIOMEHMUE:

Y Bac BbiiBNIeH HOPMarsbHbiii BapUaHT reHa.




I nonarpa

Moparpa— MeTabonuuyeckoe 3aboneBaHme, KOTOPOE XapaKTepm3yeTca NOBbILLUEHHbIM COAepPYKaHMEeM MOYEBOW KUCNOTbI B
KPOBU (rMNepypuKeMms) 1 oTNIONKEHMEM ee comel, MPenMyLLIEeCTBEHHO B CyCTaBax.

Moparpa - ogHa U3 Hanbosee PacnpPOCTPaHEHHbIX MPUYMH XPOHUYECKOro BOCHannuTenbHoro apTputa. OQHaKo He y Bcex
ntofen ¢ MoBbILWEHHbIM YPOBHEM MOYEBOW KUCMOTbI pasBMBaeTcs 3Ta 60/1e3Hb. [1POBOLMPYIOLWLMMN GaKTopaMm
ABNAOTCH BO3paACT cTaplue 60 NeT, My>KCKOM Mo, OXKMpeHWe, MypuHOBasa AMETa, alTKOrosb, MPUEM HEKOTOPbIX JIEKapCTB
(BnypeTrKY, 3TaMByToN, MUPAa3UHAMUL U LUKIOCMOPUH), COMYTCTBYIOLME 3a60/1€BaHMNA U reHeTuYecKas
NpeapacnooXeHHOCTb. 3Ha4YMMbIN BK1a B Pa3BUTME Noaarpbl BHOCAT OCO6EHHOCTU NUTaHWA — MoTpebneHue
60/bLLIOTO KONMMYeCTBa MOPENPOAYKTOB (KPEBETKM, OMapbl) M KPAaCHOIO MACO (CBMHMHAE, rOBAAMHA), aNKOorong, ClagKmMx
rasmvpoBaHHbIX HAMMUTKOB.

UCCNEAQYEMbIN FEH: SLC2A9

HekoTopble BapuaHTbl reHa SLC2A9 cBsI3aHbl C PUCKOM pPa3BUTUS Mogarpbl.

leH Viccnepyembin monmmMopdursm Baw reHoTtun

SLC2A9 rs863225072 AA

3AKJTIOMEHMUE:

Y Bac BbiiB/1eH HOpMaﬂbelﬁ BapUaHT reHa.




NPOM®UNAKTUKA 3ABOJIEBAHUA ONMOPHO-ABUIATE/IbHOIO AMMAPATA:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
nNpenoTBPaTUTb Pa3BUTME 3a60/1eBaHMNI OMOPHOABMIaTEIbHOrO anmnapaTa:

nopaep)KaHMe HopMasibHOM Macchl Tefa (pacyeT MHAEKCa Macchl Tena: Macca (kr)/ poct? (M2 ), HopMarbHoe
3HayeHue — oT 18,5 0o 25).

perynapHblie dusnyeckme Harpyskm, NPenMyLLLEeCTBEHHO a3pobHbIe - M1aBaHue, 6er, xogabba ona
nopaepXaHMa HOPManbHOM MacChl Tena, TOHyCa MblLLLL M COCYA0B.

MCMNob30BaHWe crneLyanbHblX 3/IEMEHTOB 3alLMTHOM SKUMUPOBKU (LUNeM, HaNTIOKOTHUKM, HAKOSTEHHWKK 1 AP.)
BO BPEeM$ 3aHATUIN TPaBMOOMacHbIMU BUOaMuM cropTa.

cBOeBpeMeHHOe 0b6palleHme 3a MeANLMHCKOW MOMOLLbIO MPU TPaBMaXx.

npaBubHOE MMUTaHME: yNnoTpebneHune 3eneHmn (NeTPyLLKa, YKPOM, KUH33, 6a3nnuk, NyK 1 4p.), CBEXMX OBOLLEN
N GPyKTOB (6€3 TepMUYECKOM 06paboTKM), a TakKe PblObl, OTMBKOBOIO Macha, MorypTa, MakKapOHHbIX U34eNnni 13
TBEPLAbIX COPTOB MLUEHULLbI (MPOU3BOAUTENN OObIYHO YKa3bIBatOT COPT Ha yMNaKOBKe).

OTKa3 OT KypeHWMs, OTKa3 OT afikorons.

npoxoxkaeHwe NpoduNaKTUHeCKoro MeAnLMHCKOro oCMoTpa U AMcnaHcepm3aLmm B COOTBETCTBUN C
Mpukaszom MuH3gpaBa Poccun ot 27.04.2021N 404H (pepn. oT 19.07.2024) "O6 yTBepXaeHUM Nopsaaka nposeneHms
NPOPUNAKTUHECKOTO MeULIMHCKOrO OCMOTPA M AUCNaHCepM3aLLMmM onpeaeneHHbIX rpynn B3pOocnoro HaceneHms"
(3aperunctpuposaHo B MuHtocte Poccum 30.06.2021N 64042).

B cnydae BbiABNEHNA reHETUUYECKOM NMPeapacrnofioXeHHOCTM K 3a601eBaHWAM OMOPHO-ABMUraTeNlbHOro annapaTta
HeobXo4MMO 06PaTUTLCA K Bpady-reHeTUKY, Bpady-xmpypry, Bpady-optonesy.



f He XO4Yy UMETb TOUKY 3peHus.
f xouy UMETb 3peHue.
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a3 o6ecneymBaeT okono 70% Bcel MHPOopMaLMKM, KOTopas BOCMPUHKMMAaETCs YenloBeKOM. [Nas — 370 YacTb
LeHTpanbHOM HePBHOM CHUCTEMbI, KOTOPas BbiHECEHa 3a npeaesbl rofNoBHOMro Mo3ra.

OCHOBHbIMU CTPYKTYPAMMU IMA3A ABNAIOTCAH:

* pOroBMLa - NPoO3payHas 06oNoYKa rMasa; o XPYCTanuK — Npo3padHas NvH3a, KoTopas
PacnoNaraeTcst Mexay PafyKKoM v CTEKNIOBUOHbIM
* papyxHas 060MoyKa rMasa (pasyxka) - ToHkas TENOM, BbIMOMHAST GYHKLLMIO CBETOMPENOMASHUS;

noaBWXKHaa onTMyecKas avadparMa, UBET KOTOPOW

onpenenseT LWBET rnas; e CeTyaTKa — 2TO CUCTeMa CBETOBOCIPUATKMH, KOTOPad

COCTOMT M3 OCOBbIX KNETOK HEPBHOM CHCTEMDBI,
e 3pPayYoK — OTBEPCTME B padyKKe, Yepes KoTopoe YNaBAMBAIOWMX CBET:
MPOXOAMT CBET. pasMep 3padka 3aBMCKUT OT

COCTOAHMA Paay>KKH,; . 3pI/1TeI'IbeI‘I/'I HepB — HepB, KOTOprﬁ npoBogunT

HEepPBHbIE UMMYNbChl OT [a3a HEMOCPEACTBEHHO B
e CTEKNOBMOHOE TeNO — refleobpasHas Macca, Kotopas tBiicEiisl Mo
pacnonaraeTca Mexay Pafy>KKoW 1 ceT4aTKou;



UWTMAPHOETENO

PAOYXHAA
OBOJTOYKA
CETHATKA
CNENOE
XPYCTANUK A9THO
CTEK/TOBMOHOE
3PAYOK TENO s

POroBuUA

NEPEAHAA
KAMEPA

Mbl NpoaHanmMsnpoBanu Bally HaceACTBEHHYIO NPEeApacrofioXeHHOCTb K Pa3BUTMIO 3aboeBaHui rmas. PesynstaT
aHanmM3a He aBfd9eTca AMarHO30M U He o3HadaeT 100%-t0 BepOATHOCTb CTONKHYTbCA C 60/1€3HbI0. HU3KMM PUCK He
o3Ha4aeT 100%-t0 3alMTY OT Pas3BUTUS 3aboneBaHud. VMIHbopMaumsa o Balluvx reHax MoMoxeT BaM nsbexkatb
npo6aeM C }KM3HEHHO Ba)KHbIM OpraHoMm!

NnOoJINMOP- BALL

3ABOJIEBAHUE BAPUAHTbI 3AKJ/IIOMEHUE

DdU3M FEHOTUN

3a6oneBaHuda rnas

AA

BospactHan MakynspHaa HTRAT rs11200638 GG GG Bes ocobeHHocTew
fereHepauus AG
“ cC

AnabeTtnyeckas CCDCI02A rs8052123 TT T Bes ocobeHHoCTEM
KaTapaKTa p
3 GG

aKpbITOyronbHas COLTIAT rs3753841 AA AA Bes ocobeHHocTel
rnaykoma AG
cc

KepaTokoHyc COL5AT rs7044529 TT cC Bes ocobeHHoCTEM
CT

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



NI

Bo3pacTHasa MaKynspHasa gereHepauus

Bo3pacTHaa MakynapHas gereHepaumns — 3a6oseBaHme 111a3a, nopaxkatolee LeHTpanbHyo 06/1acTb ceTyaTku (Makysy),
NpUBOAsLLEE K MOoTepe LLeHTParbHOMo 3peHus.

3TO ofHa M3 YacCTbIX MPUYMH NOTEPU 3PEHUS Y B3POCTONro HaceneHus. OCHOBHOM CUMMTOM BO3paCTHOI;I MaKyJ'IﬂpHOl;I
nereHepaunm— CHM>XeHMe OoCTpOTbl 3PeHNd, B pe3ynbraTe KOTOPOIro NoABAFI0TCA TOYAHOCTU NMPU YHTEHNW, pa60Te 3a
KOMMbKOTEPOM U MPOCMOTPE TeNTIeBN30Pa.

dakTopbl pUcKa:

reHeTmnyekad npenpacrnosioxXeHHOCTb — 60MbLUMHCTBO MAaLMEHTOB C BO3paCTHOl;I MaKyJ'IF!pHOIZ nereHepaumeM
MMeEeKT POOCTBEHHWKOB C aHa/IOTM4YHbIM 3aboneBaHueMm;

,D,ed)VILI,I/IT BUTaMMNHOB N aHTUOKCMOQHTOB B MMTaHNW,

CONmHe4YHad paganaumna.

UCCNEAQYEMbIN FTEH: HTRAI

leH HTRAT KoonpyeT CEPUHOBbIE MPOTEa3bl, KOTOPblIe HapyLLAtOT POCT COCYA0B CETHATKW.

leH Viccnepyembii monmMopduram Baw reHoTtun

HTRAT1 rs11200638 GG

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.



i quabeTnyeckasa KaTapakTa

KaTapakTa LOCTaTOYHO YacTo BCTpeYaeTca y MalMeHTOB C CaxapHbiM AMabeToMm, B 3TOM Cllydae MMeHHO OHa CTaHOBUTCA
MPUYMHOIN crenoTbl KaTapakTa cBA3aHa C MOMYTHEHUEM XPYCTasIMKa, YTO MPUBOLUT K HEYETKOCTM 3peHms.

ToYHble MPUYMHbBI PA3BUTUS TOrO 3a60/1eBaHMNA HEM3BECTHbL BeposaTHee BCero, Ha 3TO BIMAIOT OKCUOATUBHbIN CTpecc U
reHeTndecKas NpenpacnonoXeHHOCTb.

WCCNEOYEMbBIW MEH: CCDC102A

B KpynHbIX MccriefoBaHMAx 6bina BbigBeHa CBA3b MeXay BO3HUKHOBEHMEM
nmnabeTnyecKkom KatapakTbl U reHoM CCDCI02A. BEpOoATHO, OH BIIUAET Ha OT/IOXKEHMe
rMOKO3bl B XpyCcTanuke. Bknag reHa B pa3BuUTMe 3aboneBaHus NPOoOo/»KaeT U3y4daTbCs.

[eH MccnenyemMbl monmnMopodusm Baw reHoTtvn

CCDCI102A rs8052123 TT

3AKJTIOMEHMUE:

Y Bac BbiiBNIeH HOPMasbHblii BapUaHT reHa.




HImn

3aKpbITOyrosibHad rnmaykoma

3aKpbITOyrosibHaga rmaykomMa — rnporpeccupyoLlee 3a6oneBaHme, KOTOpO€e CBA3aHO C NnoBbllLeHNEM BHYTPUITIa3HOTo
OaBleHna M3-3a HapyLlweHWd OTTOKa BHyTpVIITIa3HOlﬁ XNOKOCTU, HTO NPUBOOUNT K HAPYLUEHNIO 3pEeHUNA.

UCCNEAQYEMbIN FEH: COLITIAT

[eH COLTIAT kogmpyeT KonnareH, npu MUaMeHeHMM CTPYKTYPbl KOTOPOTO MPOUCXOANT
HapyLUeHWe OTTOKa BHYTPUINa3HOM XUOKOCTU.

leH Viccnepyembin monmmMopduram Baw reHoTtun

COLTIAT rs3753841 AA

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.



limir KepaTOKOHYC

KepaTokoHycC — 3a6oneBaHue, Mpu KOTOPOM M3MeHdAeTca GopMa POroBULbl - OHA MPUOBPETAET KOHYCOOBPa3HYO GopMy.

[aHHoe 3a6oneBaHKe COMPOBOXAAETCS CHUYKEHMEM OCTPOTbI 3peHUS.
UCCNEAQYEMbIN FEH: COL5AT

[eH COL5AT KoOUPYET KomareH, M3 KOTOPOro COCTOUT porosuua. Mpu onpegeneHHbIX
MyTaLMAX HapyLIaeTCa CTPYKTYPa KOMareHa, U3-3a 3Toro nameHsaeTca G¢opma porosuLibl.

leH Viccnepyembin monmmMopduram Baw reHoTtun

COL5A1 rs7044529 cc

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.



NPOM®UNAKTUKA 3ABOJIEBAHUN IMA3:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
npenoTBPaTUTb Pa3BUTME 3aboneBaHNI Mas:

3allnTa ras CoNHUE3aLLUMTHbIMK O4KaMU.

KOHTPOSTb YPOBHS Caxapa B KPOBU.

KOHTPOSb apTepManbHOro AaBNeHWs U YPOBHSA XONnecTepuHa B KPOBW.

orpaHn4yeHue BpeMeHu, MPOBOAMMOro nepe KOMMNbIOTEPOM U TENEBN30POM, HEOBXOAUMOCTb PErYISPHbIX
nepepbIBOB.

npaBUbHOE MMTaHME: yNnoTpebneHune 3eneHm (NeTPyLLKa, YKPOM, KUH33, 6a3nnuk, NyK 1 4p.), CBEXMX OBOLLEN
N GPyKTOB (6€3 TepMUYECKOM 06PaboTKM), a TakKe PblObl, ONTMBKOBOIO Macsa, MorypTa, MaKapOHHbIX U34eNuni 13
TBEPLAbIX COPTOB MLUEHULLbI (MPOM3BOAMTENMN OObIYHO YKa3bIBaOT COPT Ha YMaKoBKe), MoTpebneHmne npoayKToB,
60raTblX aHTVMOKCMAAHTaMM (MPOAYKTbI C BbICOKMM COAEPXaHMEM BUTaMUHA A - MOPKOBb, TEMHO-3eMeHble
NINCTOBbIE OBOLLY, LLUMUHAT, BPOKKOMW, AML3, Maco CIIMBOYHOE, MOJTOKO, CbIp. MPOAYKTbI C BbICOKUM COAEPXaHUEM
BUTaMKMHa B - xn1e6, Kallu, MOSTOKO, TEMHO-3€e/eHble 0BOLLM, 606bI 1 FOPOX, 6aHaHbl, MeYeHb).

OTKa3 OT KypeHWs, OTKa3 OT afikorons.

npoxoxkaeHve NpodUNaKTUHeCcKoro MeanLMHCKOro oCMoTpa U AMcnaHcepmsaLmm B COOTBETCTBUM C
Mpukaszom MuH3gpaBa Poccun ot 27.04.2021N 404H (pepn. oT 19.07.2024) "O6 yTBep>aeHUM Nopsaaka nposeneHms
NPOPUNAKTUHECKOTO MeULIMHCKOrO OCMOTPA M AMUCNaHCepM3aLLMmM onpeaeneHHbIX rpynn B3pOocnoro HaceneHms"
(3aperunctpuposaHo B MuHtocte Poccum 30.06.2021N 64042).

B cny4dae BblgBIeHUA reHeTu4yeckom npenpacnosioxXeHHOCTU K 3abofieBaHUAM rnas HeO6XO,EI,I/IMO O6paTI/ITbCF| K
Bpauy-reHeTuKy, Bpady-odTanibMosory.



MoyenonoBas crucTemMa — 3TO KOMMNAEKC MoYeBbIAeNIUTENbHbIX U PENPOAYKTUBHbLIX OPraHOB.
K MoYeBblAENUTENBHBIM OpraHaM OTHOCSTCSH: MOYKM, MOHETOYHKWKK, MOYEBOM My3biPb 1 ypeTpa.
K penponyKTBHbIM OpraHam OTHOCATCH: Y KEHLLUMH - MaTKa, AMYHWKW, BNaraavnuie U Hapy)kHble NosoBbie opraHbl; y

MYXXUMH — MpocTaTa, ANYKK, CEMABLIHOCALLMI KaHan v NonoBOn YneH.

CPEOM NPUYMH PA3SBUTUA SABOJIEBAHUI MOYEMO/TIOBOM CUCTEMbI
CTOUT BbIAEJINTD:

* VMHPEKUMOHHble 3aboneBaHms
® BPOXOEHHbIE MOPOKW Pa3BUTNA
® reHeTnYyecKasa NMpenpacnonoXeHHOCTb

e 06pas KU3HKU



Mbl NpoaHanmMsnpoBanu Bawly HacieACTBEHHYO MPeapacnoOXeHHOCTb K PasBUTMIO 3a60/1eBaHMM MOYEenooBOM
cuUcTeMbl. Pe3ynbTaT aHanm3a He aBfgeTca AMarHo3oM U He o3HadaeT 100%-10 BepOSTHOCTb CTOSTKHYTbCS C 60/e3HbO.
HU3KMI pruck He o3HadaeT 100%-t0 3aLUUTy OT Pa3BMUTUA 3aboneBaHua. MHbopMauma o Balwmx reHax moMoyxeT Bam
n36exaTb MPobieM C >KU3HEHHO BaXKHbIM opraHoM!

NnOoJINMOP- BALLU

3ABOJIEBAHUE BAPUAHTbI 3AKJ/TIOMEHUE

DdU3M FEHOTUN

3a6oneBaHUA MO4YENosIoBOM CUCTEMBbI

AA
MoyeKkaMeHHasa 60ne3Hb PAQR6 rs759330 GG GA Bes ocobeHHoCTEN
GA

GG

XpoHuueckas 6onesHb UMOD 154293393 AG AA Bes ocobeHHoCTe
rouek AA

GG
JHOOMETPMO3 ESRI rs9340799 AG GG [MoBbILWEHHbIN PUCK
AA

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OpaHKeBbIM LIBETOM - BbIABNEHHAa OCOBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



i MoyekaMeHHaa 6one3Hb

MouekaMeHHas 6o/1e3Hb XapaKTepusyeTca o6pasoBaHMeM PasMYHbIX MO COCTaBY HEPACTBOPUMbIX KAMHEN B opraHax
MOUYEBbIAETNTENBbHOM CUCTEMDI (MOYKM, MOUYETOUHMKIM, MOYEBOM My3bIPb, yPETPa).

dakTopbl pUCKa:

HapylleHMe o6MeHa BeLLEeCTB: HarnpuMep, nogarpa— HapylleHne obMeHa MoYeBOM KNCMOThI,
0COBEHHOCTU MUTaHKS: BOAA C BbICOKMM CoAepPXaHWeM KalblLus, HecobogeHe NMMTbeBOro Pexmma;
. MHPeKLMY;
. NleKapcTBeHHble NpenapaThbi;
. reHeTMYeckas npenpacnonoyKeHHOCTb.

K Hanbonee yacTbiM npoaBreHndamM MoueKaMeHHOoM 601e3HU OTHOCATCS: 60/b npun Mo4YyencrnyCckaHunm, 6onb B
MoAcHWUYHOWM 061acTu, moaBneHmne KPOBU B MO4e N OTXOXXOeHWe KPMNCTannoB MOYeBbIX conem un KOHKPEMEHTOB. Yy
60MbHbIX C KOHKpeMeHTaMM B NoYKaX MOIryT OTMe4daTbCA PBOTa M NOBbILLEHHAA TeMnepaTypa. Bo3MoykHO
6eccMMNTOMHOe TeueHme 3aboneBaHus.

UCCNEAQYEMbIN FTEH: PAQR6

leH PAQR6 KOOMPYET peLenTopbl, KOTOPble OTBEYatoT 3a BCACbIBaHWeE KalbLMS B MOYKE, Mpu
60NbLLIOM KOMMYECTBE 3TUX PELLENTOPOB YBETMUYMBAETCH BCAaCblBaHWE KasbLMS, UTO MOXKET
MPUBECTU K 06pa30BaAHMIO KAMHEN B MOYKaX.

leH Viccnepyemblin mnonmmMopdursm Baw reHoTmn

PAQR6 rs759330 GA

3AKJTIOHMEHMUE:

Y Bac BbiiBNeH HOpMaJibHbIXA BApPUaHT reHa.



line XpoHnyeckKas 6one3Hb noyek

Mpr3HaKM MOBPEXAEHUS NoYeK I/|/VIJ'IVI CHWM>XeHne nx beHKLLVIOHaJ'IbHOl;I AKTUBHOCTU BbIABNAIOT Y KaXXA0Io A4eCATOro
4erioBeka.

XpoHuyeckas 6onesHb NoYeK XxapaKTepmsyeTca ANUTeNbHbIM (6oniee Tpex MecaueB) CHMKeHneM GyHKLMKM nodek. Yalue
OHa BO3HMKAET KaK OCMTOXKHEHWE APy rMx 3a60/1eBaHUi: apTepranbHOM rmnepTeH3nm, caxapHoro amabera,
MouyeKaMeHHOoM 6oMe3Hn, peLngnBUPYOLLKMX MHDEKLMM (MrenoHedpuT, rmomepynoHedpuT).

Cpeu CUMMNTOMOB XPOHUYECKOM 60ME3HU MOYEK BCTPEYaTCS: OTEKM, 06L1aa cnabocTb, 3y4, MNoBbILIeHMe
apTepuanbHOro AaBneHus, CHUXKEHNE MHTENIEKTYaNbHOM AeATENbHOCTU, MUHTOKCMKALLIMA 13-3a HapyLLeHna
BblAenmUTeNnbHOM GYHKLMK NoYeK. B KPOBU MOBbILLAETCH YPOBEHb KPeaTUHMHA M HapyLUaeTCs KMCMOTHO-LLENOYHOM
6anaHc, a B Moye o6Hapy>KmBaeTca 6enokK.

UCCNEAQYEMbIN FEH: UMOD

lfeH UMOD kogupyeT crneundmyeckmnin 6eiok ypoMoaynH, KOTOpbIM CUHTE3NPYETCA B
HOPMe, HO NMpPW BOMbLLUOM KOMYECTBE 3TOro Besika NoBPEXOAt0TCA KNETKM MOYEeUYHOro

KaHasbLeB
leH Wccnenyemblt nonumMopdusm Baw reHoTmn
UMOD rs4293393 AA

3AKJTIOMEHMUE:

Y Bac BbiiBNIeH HOPMarsbHbiii BapUaHT reHa.




i 9HpoMeTpUos3

SHOOMETPMUO3 - 3TO FOPMOHaNbHO 3aBUCKMMOE 3ab60/1eBaHMe, MPKY KOTOPOM KONTMYECTBO KI1ETOK CIU3UCTON 060MOUKM
MOSTIOCTU MaTKM BECKOHTPObHO YBENMUYMBAETCS, Pa3pacTascCh B Ta30BYHO YacTb OPIOLWMHbIL, AUYHUKK U OpYTrie OpraHbl
BcTpeyaeTcs Yallie BCEro Y »eHLWWH penpoayKTMBHOIO BO3pacTa, 0CO6eHHO B 25-30 neT. OCHOBHbIMU CUMMATOMaMM
cymTatoTCa 60/1b BHU3Y XKUBOT3, yBETMYEHME KOMUYECTBA U MPOAO/IHKUTENBHOCTY MEHCTPYasibHbIX KPOBOTEUEH W

Bo3MoyxkHO nosiBneHve ,D,VICKOMCIJOpTa 1 6oneBbIx OLLI,yLI.LeHMVI BO BpeMd NMOJIOBOI0O aKTa, MPU ONMOPOXXHEHUN KMNLLEYHWKa
MM MOYEBOIO My3blPs. DHOOMETPUMO3 HaCTO CTaHOBUTCH I'IpVI‘-IVIHOVI YKeHCcKoro 6ecnnogus.

UCCNEAQYEMbIN FEH: ESR1

[laHHble nccnegoBaHMM CBMAOETENbCTBYIOT O CBA3M YPOBHSA 3KCMpeccum reHa ESRT B
3HOOMETPUM C Pa3BUTUEM SHOAOMETPUO3A

[eH WccnegyeMblii mMoamMMopdrusmM Baw reHoTtvn

ESRI1 rs9340799 GG

3AKJTIOMEHMUE:

Y Bac BbiSiBJ/IeH BapUaHT, CBSI3aHHbINA C NOBbILUEHHOMW BEPOATHOCTbIO pa3BUTUA
saHOgoMeTpuosa. Heo6xoauMa KOHCynbTauua Bpaya g pa3paboTkm MHAUBUAYanbHbIX Mep
NpoPUNAKTUKMN.



NPODUNAKTUKA 3ABOJIEBAHMA MOYENO/IOBOWU CUCTEMbL:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
nNpefoTBPaTUTb Pa3BUTUE 3a601eBaHNIN MOYEMONOBOM CUCTEMBI

COBMOAEHME OCHOBHbIX MPaBW FMIMEHbI, PETYNSPHbIM MPUEM AyLUa, HOLWEHUE HMXHEro 6enbsa 1 odexkabl Mo
pasmepy.

npodunnakTrka 3abonesaHni, NepefatoLLMXCs MOMOBbIM MyTEM.

cBOeBpeMeHHoe evyeHune MHPEeKLMN MOYenoIoBOMN CUCTEMDI.

perynapHblie dusnyeckme Harpysky, MPenMyLLLEeCTBEHHO a3pobHbIe - M1aBaHue, 6er, xoabba Ana
nopaepXaHma HoOPManbHOM MacChl TeNa, TOHYCa MblLLLL 1M COCYO0B.

noaaepykaHme HopMasibHOM Macchl Tena (pacyeT MHOeKca Macchl Tena: Macca (Kr)/ poct? (M2), HopMarbHoe
3HayeHure — o1 18,5 0o 25).

npaBubHOE MMUTaHME: yNnoTpebreHune 3eneHmn (NeTPyLLKa, YKPO, KUH33, 6a3nnuk, NyK 1 4p.), CBEXMX OBOLLEN
N GPYyKTOB (6€3 TepMUYECKOM 06paboTKM), a TakKe Pblbbl, OTMBKOBOIO Macsa, MorypTa, MakKapOHHbIX U34eNni 13
TBEPLAbIX COPTOB MLUEHULLbI (MPOU3BOAUTENN OObIYHO YKa3bIBatOT COPT Ha yMNaKOBKe).

OTKa3 OT KypeHWs, OTKa3 OT afikorons.

npoxoxkaeHve NpodUNaKTUHeCcKoro MeanLMHCKOro oCMoTpa U AMcnaHcepmsaLmm B COOTBETCTBUM C
Mpukaszom MuH3gpaBa Poccun ot 27.04.2021N 404H (pepn. oT 19.07.2024) "O6 yTBep>aeHUM Nopsaaka nposeneHms
NPOPUNAKTUHECKOTO MeULIMHCKOrO OCMOTPA M AMUCNaHCepM3aLLMmM onpeaeneHHbIX rpynn B3pOocnoro HaceneHms"
(3aperunctpuposaHo B MuHtocte Poccum 30.06.2021N 64042).

B cnydae BbiABNEHMA reHeTUUYECKOM NPeapacrnooKeHHOCTU K 3a60o1eBaHUaM MOYENoNoBOM CUCTEMbI
Heobxo4MMOo 06PaTUTLCA K Bpady-reHeT1KY, Bpady-yposory.



wn | BOJIES
NMAULL

Xenyaok npoceBelleHHoro
YyesioBeKa MMeeT fiy4ylline KadecTsa
Ao6poro cepaua: YyBCTBUTENTbHOCTb
U 6narofapHoOCTb.

AnekcaHap Cepreesud [MyLKNH

OPrAHbI MMLLEBAPEHASA, TN

YENYOOYHO-KULLEYHbIN CPEOUN ®AKTOPOB,
TPAKT - 3TO CUCTEMA OPITAHOB, KOTOPbBIE CNOCOBCTBYIOT
KOTOPAS{ BbINMOJIHAET HECKOJ1bKO BO3HUKHOBEHWIO

DYHKLUMNIA: 3ABOJIEBAHUN XXKT

MOXHO BbIOENMATDb
e 06paboTKa M YCBOEHUE MMTATE IbHbIX BELLECTB CNEAOYIOLWMUE:
C nocnenyumMMm BblgeneHmnemM NpoayKToB
3HEOEATENbHOCTH - COBCTBEHHO
nuieBapeHue. B aton dyHKUKMK * HenpaBWbHOE NUTaHNE — NpK
3a0eMCTBOBaHbl BCE OpraHbl — OT POTOBOM HEMPaBUIbLHOM NMWTaHKNK
MNOMOCTK, FAE HAYMHAETCA M3MENbYEHME MNoBbilaeTeq Harpy3Ka Ha
MPOAYKTOR MUTaHWUS U HavanbHas pepmeHTHbIE crcTeMbl XKKT, npu
depmMeHTaLmMs, 40 KOHEeYHbIX OTOEeNoB ITOM MOXKET BO3SHUKHYTb Aeduumt
KMLWeYHWKa, raoe BcacbiBaloTCa Bo4a U dbepMeHTOB -> MNuLla He ByaeT
SMNEKTPONUTLI (HAaTPWI, XNop W T.40.). B 06pabaTbiBaTbCA MOMHOLEHHO->
NULLIEBAPEHUM TaKXe NPUHKMAKOT HapylleHWe BCacblBaHWA
y4yacTve nulieBapuTeNbHbIe YKene3bl — NUTaTeNbHbIX BELLECTB.

nopXKenynoyHas »enesa, neyeHb MU enyHbli
ny3blpb. HacnencTeeHHas

NpenpacronoXeHHOCTb.

obe3BperKMBaHMe PasNMYHbIX BELLEeCTB

(neTokcMKaLMa) — B 3TOM KHOYEBYIO POSb MHPEeKLWOHHbIe 3a6oneBaHWs — NpK
MrpaeT NeYyeHb, KOTopaa XMMUYECKN HenpaBWIbHOWU TEPMUYECKON
obpabaTbiBaET BELLECTBA, a 3aTEM OTNpaBnaeT obpaboTke, Npu ynorpebneHum

VX MO >KeNYHbIM MPOTOKaM B XeN4YHbIi Ny3blPb, MCMNOPYEHHbIX W 3arpa3HeHHbIX
[anee oHW NomnagatoT B KMLWLEYHUK W NPoaYyKTOB B OPraHM3M MoryT
NOKMOAKT OPraHU3M. nonacTb 6akTepmm, KOTopble

Ccepbe3HOo HapyLLakT U NOBPEXKOaoT
CUHTETHYecKaa PYHKUMA — LeHTpanbHYO Posb KULLEYHWK 1 IpyTrre opraHbl
TaK)Ke 3aHKMMaEeT NeYeHb, KoTopan nulieBapeHuna, Harnprmep,

CUHTE3UpPYET anbbyMUHbI, baxkTopsbl CanbMOHETNES, Xonepa.
CBePTbIBaHWA, XonecTepurH. Take opraHbl

NULLEBaPEHWNSA CUHTE3NPYIOT TOPMOHbI:

nopXenynoyHas enesa — MHCYNUH U

FMIOKaroH, KNeTKK KULWeYHKWKa — raCTpUH,

XONeunctoKnMHMH K1 opyrme.



OTAenbHbIM OPraHOM BHYTpU
NULLIEBapUTENIbHOrO TPaKTa MOXHO
BblA€TUTb MUKPOGUOTY KULLEYHUKA,

TO eCTb Te 6aKTepumn, Kotopbie

CO30al0T MN/IeHKY Ha NPOTSHKEHUMU

BCero Kuwe4yHukKa. Mukpo6uora
KULLUEeYHUKA NOMoraeT ycBamBaTbCs
BMTaMMHaM U MUHEpanaMm, perynupyer
MHOrMe UMMYHHbIE NpoLecbl U MOXXET
npensTCTBOBaTb Pa3BUTUIO BOCManeHus.

MbI NnpoaHannanpoBanu Bally HacneaCcTBEHHYO MPeapacnoOXKeEHHOCTb K Pa3BUTUIO 3aboneBaHmnin XXKT. PesynbstaT
aHanmM3a He ABNAeTCa AMarHo30M 1 He o3Ha4vaeT 100%-10 BepOATHOCTb CTONMKHYTbCA C 60/1€3HbIO. HU3KMIN PUCK He
o3Ha4aeT 100%-t0 3aLMTyY OT pas3BUTUS 3aboneBaHuda. VMiIHbopMaumsa o Ballumx reHax MoMoXXeT BaM nsbexkaTb npobriem ¢
YKUIHEHHO BaXXHbIMUW OpraHamu!

NnoJINMOP-

3ABOJIEBAHUE BAPUAHTbF 3AKJ/TIOMEHUE

DdU3M

Bone3sHu opraHoB nuiieBapeHuUs

TT
Bone3Hb KpoHa NOD2 rs2066844 cC cC Bes ocobeHHoCTeM
CT
"’ TT
AR AR SLCI0A2 rs9514089 cc T Bes ocobeHHocTei
6onesHb
CT
n n6 7 T
€PBNYHbBIN DUNaPHbLIN TNPO3 rs10488631 CcT T Bes ocobeHHocTen
unppos
CcC
X . TT
[ PRSST rs1033566 AA AA Bes ocobeHHocTel
naHkpeaTuT
AT
CcC
A3BEHHbIN KONMUT rs17085007 CT T Bes ocobeHHoCcTEN
TT

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.
OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



iy bBone3sHb KpoHa

BonesHb KpoHa oTHOCKUTCA K BOCTanMTeIbHbIM 3a60oneBaHUAM KMLLeYHKKa. 3aboneBaHne nopaxkaet ntobble oTaensl
YeNYOOYHO-KMLLEYHOIo TpaKTa — POTOBYIO MOJSTOCTb, XXeNy[oK, BCe oTAeNbl KULeYHUKa. CMMMTOMaMn 60ne3Hun KpoHa
MOryT OblITb: YacTaqa NPOAO/DKUTENbHAA 60Mb B XNMBOTE, MHTOKCUNKaLLNE, obLaqa CJ'Ia6OCTb, noTepya Macchobl Tena.

ToYHble MPUYNHbI Pa3BUTUA 6one3Hu KpoHa HensBecCTHb|, cpeau HUX BbIOENSFIOT UMMYHOormyeckume CbaKTOpbl,
I/IHCbeKLI,l/IOHHbIe 3aboneBaHusa Ku LeYHWMKa, a TaKXKe reHeTNYeCKYyto npenpacrosioxXeHHOCTb, MPUBOAALLYIO K
HapyLweHnaMm pa6OTbI I/IMMyHHOl;I CNCTEMDbI KMNLLUEYHWKa.

UCCNEAQYEMbIN TEH: NOD2

leH NOD2 perynmpyeT MMMYHHble peaKLnK, B HaCTHOCTU, BblAe/1eHNE MHTEPNIENKUNHA],
AKTUBHOCTb KNETOK MMMYHHOM cucTeMbI (Makpodaros).

leH Viccnepyembii monmmMopduram Baw reHoTtun

NOD2 rs2066844 cc

3AKJTIOMEHMUE:

Y Bac BbisgaBneH HOpMaﬂbelﬁ BapUaHT reHa.



i YXenyHoKaMeHHasa 6one3Hb

YKenuHokaMeHHas 60/1e3Hb — OHO M3 CaMbIX PACTPOCTPaHEHHbIX 3a60M1eBaHUN )KeNYHOro My3bips. OHO
XapakTepusyeTca 06pa3soBaHMEM KaMHeW (04HOTO MU HECKOMbKUX) B YKeMYHOM My3bipe.

Cpenov GaKTOpOB pUCKa CnedyeT BblOeNUTD:
OXKMPEHWUE;
M36bITOK XONecTeprHa B Xenyu;
reHeTnJecKasa npeapacnonoXeHHOCTb.
O6pasoBaHMe KeNUHbIX KaMHEN CBA3aHO C yBeIMYeHMeM MIOTHOCTM XKeMdW, OHa CTaHOBUTCA 6Gonee rycTon 1 cHadana

obpa3yeTca KeNYHbIW cragyK (KOHCUCTeHUMS xene). Cnefyowmim 31an - PopMUpoBaHMe KaMHen. PasaMepbl KaMHe
MOrYT BapbMPOBaTbCA OT HECKONBbKUX MUIIMMETPOB 4,0 HECKOMbKMX CAHTUMETPOB.

UCCNEAQYEMbIN FEH: SLCI0A2

Mpun MyTaumsax B reHe SLCTIOA2 n3MeHAEeTCHa TEKYUYeCTb XKel4uM 1 OHa CTaHOBUTCSH 6oree
rycToM, 4TO Croco6CTBYET 06Pa30BaAHUIO KAMHEN.

[eH Viccnepyembliin nonmmopdursm Baw reHoTmn

SLCI0A2 rs9514089 TT

3AKJTIOHEHMUE:

Y Bac BbiiBNeH HOpMaJibHbIXA BApPUaHT reHa.



linie MlepBUYHBbIN 6UNMaPHDBIA LUPPO3

IMepBUYHbBIN BUNUMAPHDBIK LMPPO3 ABIAETCA ayTOMMMYHHbBIM 3a60M1eBaHueM, P KOTOPOM MPOUCXOAUT BOCHanuTelbHoe
rnopakeHne BHyTPUNEeYEHOUHbIX MPOTOKOB. V13-3a 3TOro HapyLLAETCA OTTOK YKeM4du, YTo MPOBOLMPYET 334 PXKKY
TOKCUYECKMX BELLECTB U MOpaXKeHUe TKaHel nedeHm.

WCCNEQYEMbIA FEH: TNPO3

leH TNPO3 perynupyeT BblAeNeHWne BaXxKHeWLero MMMyHoMoaynaTopa — uHtepdepoHa. Mpu
onpeneneHHblX MyTaumax HapyLaeTca MMMYHHbIM OTBET M MOBbILLAETCA PUCK Pa3BUTUA

NepBUYHOro BUMMAPHOMO LMPPOo3a.

[eH MccnenyemMbl nonnMopodusm Baw reHoTtvn

TNPO3 rs10488631 T

3AKJTIOMEHMUE:

Y Bac BbiiBNIeH HOPMasbHbli BapUaHT reHa.




HImn

XPOHUYECKUUN NaHKpeaTUT

XpOHVI‘-leCKVII;I MaHKpPeaTnT — BOCIMarnnTe/ibHOe 3aboneBaHue nooXxenyanod HoW »kene3bl. OCHOBHblE CUMMMTOMbL 60/1b B
XMBOTE, TOLWHOTa N pPBOTa.

UCCNEAQYEMbIN FEH: PRSS1

[eH PRSST kogupyeT 6enoK TPUNCUHOreH-1, KOTopbI aBNaeTca NpodepMeHTOM TPUMCUHA U
NPUHUMAaET y4acTme B nepeBapmBaHum nun. Mytaumm B reHe PRSST 3Ha4YUTENbHO
YBENMUUMBALIOT PUCK Pa3BUTUS XPOHNYECKOro NaHKpeaTuTa.

leH Viccnepyembin monmmMopduram Baw reHoTtun

PRSS1 rs111033566 AA

3AKJTIOMEHMUE:

Y Bac BbisBneH HOpMaﬂbelﬁ BapUaHT reHa.



limin 93B@HHbIN KONMUT

A3BEHHbIV KOAUT — 3TO XPOHUM4YeCKoe BoCrnanmTenbHoe 3aboneBaHue TOACTOro KMLWeYHMKa. 3aboneBaHme
conpoBoOXXOaeTcd criefyrownMm CMMNTOMaMU: CTyn C NMPMMeCbio KPOBY, 60nb B XXUBOTE, aHEMUYH, CHMIKEHWE BECa,
nnxopanka.

Y10 aBngeTcs I'Ipl/l‘-IVIHOl;I Pa3BUTUA A3BEHHOIO KOJIUTA CKa3aTb OQHO3HAYHO HeMb3d. O4HaKo U3BECTHO, YTO CbaKTOpaMl/l

PNCKa CNy>XaT HapylweHne MI/IKpO6l/|OTbI, perynaumm MMMYHHOTO OTBETQ, a TaKXKe reHeTn4ecKad npepacroyioxXeHHOCTb.

MCCNEAQYEMDbIN FEH:

MccnepyeMbl monmMopdraM HaxoauTca paaoM ¢ reHoM USPI2 1, BeposaTHee BCero,
y4acTBYET B perynsaumm MMMYyHHOro oTBeTa

leH Viccnepyembii monmmMopduram Baw reHoTtun

rs17085007 TT

3AKJTIOMEHMUE:

Y Bac BbisgaBneH HOpMaﬂbelﬁ BapUaHT reHa.



NPOM®UNAKTUKA BONE3HENA OPFTAHOB NMULLEBAPEHUS:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
npenoTBPaTUTb Pa3BUTUE 3a6oNeBaHUN NNLLEBAPUTENBHOW CUCTEMbL

nsberaHme nepeegaHus.

OTKa3 OT ra3anpoBaHHbIX HAMUTKOB U Kode.

nopAep)KaHMe HopMasibHOM Macchl Tefa (pacyeT MHAEKCa Macchl Tena: Macca (Kr)/pocT? (M2), HopMasbHoe
3HayeHure — oT 18,5 0o 25).

perynapHblie dusnyeckme Harpysky, MPenMyLLLEeCTBEHHO a3pobHbIe - M1aBaHue, 6er, xoabba Ana
nopaepXaHma HoOPManbHOM MacChl TeNa, TOHYCa MblLLLL 1M COCYO0B.

MWUHUMWN3NPOBaHWME CTPECCOBbLIX CUTYaLLMI, MOMHOLLEHHbIV OTAbIX, MPOrY/IKW Ha CBEXEeM BO3ayXe.

npaBubHOE MMUTaHME: yNnoTpebneHune 3eneHmn (NeTPyLLKa, YKPOM, KUH33, 6a3nnuk, NyK 1 4p.), CBEXMX OBOLLEN
N GPyKTOB (6€3 TepMUYECKOM 06paboTKM), a TakKe PblObl, OTMBKOBOIO Macha, MorypTa, MakKapOHHbIX U34eNnni 13
TBEPLAbIX COPTOB MLUEHULLbI (MPOU3BOAUTENN OObIYHO YKa3bIBatOT COPT Ha yMNaKOBKe).

OTKa3 OT KypeHWMs, OTKa3 OT afikorons.

npoxoxkaeHwe NpoduNaKTUHeCKoro MeAnLMHCKOro oCMoTpa U AMcnaHcepm3aLmm B COOTBETCTBUN C
Mpukaszom MuH3gpaBa Poccun ot 27.04.2021N 404H (pepn. oT 19.07.2024) "O6 yTBepXaeHUM Nopsaaka nposeneHms
NPOPUNAKTUHECKOTO MeULIMHCKOrO OCMOTPA M AUCNaHCepM3aLLMmM onpeaeneHHbIX rpynn B3pOocnoro HaceneHms"
(3aperunctpuposaHo B MuHtocte Poccum 30.06.2021N 64042).

B cnydae BbIABNEHUA reHETUYECKOM NPEeapacrooKeHHOCTU K 3a601eBaHUaM MULLLEBAPUTENbHOM CUCTEMbI
HeobXo4MMO 06PaTUTHLCA K Bpady-reHeTKKy, Bpady-racTposaHTeposory.
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EQAVHCTBEHHas KpacoTa, KOTopylo
91 3Hal0, — 3TO 3A0POBLE.

leHpux lrevHe

Koyka NMoKpbIBaEeT BCKO MOBEPXHOCTL TeNa, Nepexoas B CIM3NCTyo 060M0UKY B YYacTKax eCTECTBEHHbIX OTBEPCTUIN
pTa, HOCa, MOYEeroNoBbIX OPraHOB M aHanbHOro oTBepcTHa. O6LLIas NioLwanb KoXK aocturaeT 1,5-2 M2 Ha
MOBEPXHOCTH KOXWM MMEIOTCA CKNAAKM, BO3BLILLEHUS, YINyOneHmsa. Koxa ncuepyeHa 60po3namu pasHor dbakTypel,
KOTOpble AeNAT ee NOBEPXHOCTb Ha PAA Nofei NpPerMyLIECTBEHHO TPEYTONbHOM MK poMbBryeckon dopmbl. K
rpy6biM 60po30aM KOXKM OTHOCATCA CKNaAKW NafoHen, MOPLUMHBI Ha NMLe, CKNaaKM MOLLOHKHK, 60pOo34KM Ha
pasrubaTensHbix MOBEPXHOCTAX COeAUHEH M.

LLBET KOXKM OBYCNOBMNEH LIBETOM BCEX TKaHEM, KOTOPbIE BXOONAT B €€ COCTaB, M MaBHbIM 06pa3oM 3aBMCUT OT LBETA
KPOBW B KaNWNNAPHbIX COCYAax U MUrMEHTa KOXW. 300p0Bas Koya MaToBad Ha BUA.

Koryka COCTOUT U3 Tpex CNoeB: aNMaepMmca, AePMbl, MOOAKOXHOIO XXUPOBOro ¢nos (rmnoaepmbl). BaxHbiMu
aHaTOMMYEeCKMK o6paaoBaquMm KOXXWM ABNAKOTCH ee NpUaaTKKM - NOTOBbIE N CallbHbIE Xefle3bl, BONOCbl, HOIMK.

MHormne cepbesHbie 3aboneBaHnsa KOXXKM MMELoT reHeTNHeCKy npeapacroIoOXeHHOCTb.



BALL PE3YJIbTAT:

NnoJINMOP- BALL

3ABOJIEBAHUE BAPUAHTbF* S3AKJ/TIOMEHUE

DdU3M FEHOTUN

3a6oneBaHNs KOXXU

GG
Butunuro rs532098 AA GG Bes ocobeHHoCTEM
GA

cc
QOuarosoe obbliceHune IL2RA rs3118470 T TC Bes ocobeHHocTeN

TC

GG
CuHapom LerpeHa TNF rs1800629 AA GA Bes ocobeHHoCTEM

GA

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



L BuTunuro

BUTUNIO — 3TO XpoHMYecKoe 3a6oreBaHue, XxapakTepuaytoLleecs MosaBneHmeM Ha pPasIMUHbIX y4acTKax Tena
OEenMUrMeHTUPOBaHHbIX MATEH M 06ecLiBeUYeHHbIX BOSTOC BC/IEACTBME Pa3pyLLIEHUA M yMeHbLUEHUS KONTMYeCTBa KI1eToK
KOXKM, MPOAYLIMPYIOLLMX MeNaHWH.

MpUUMHa BO3HUKHOBEHUS BUTUTNIO HE BbliAcHeHa. 1o MHEeHMIO 60/1bLLIMHCTBA 3KCMNepToB, Beayllee 3HadyeHre
npPUWOAETCa ayTOMMMYHHbIM MexaHM3MaM. PacnpoCcTpaHeHHOCTb 3Toro 3abofieBaHua B 06Len MonynaumMm cCocTaBngaeT oT
0,5 002%.

B TUNUYHbIX Cny4aax Ha KoXe, pexxe — Ha CITM3UCTbIX O6OJ'IO‘-IKaX, noAaBNA0TCA O ANHOYHbIE NN MHOXXEeCTBEeHHble
oennrMeHTNpPOoBaHHbIE NATHa MOI0YHO-6€M10ro LIBET], pasHoM CbOprI M BeTMYUHbI, UMetoLlLne YeTKMe rpaHnLbl. MatHa
HepeaKo BO3HMKAKOT Ha MeCTe TpaBMaTM3alU K KOXKW, CKIMTOHHbI K nepMd)equeCKOMy POCTY N CITNMAHUNIO. B ouarax
gennrMeHTaunm MoryT HabnogaTbea y4acCTKn OCTaATOYHOM MUIrMeHTaLMK, pexe - rmneprnmrMeHTaunm Koxxu, 0COBeHHO
Bblpa)KeHHOVI no nepMd)epMM o4varos. B otaoenbHbIX cnydaax nodasneHme 6enbix NaTeH con POBOXOAETCH 3y[JOM,
3pMTeMOlﬁ n wenyueHneM KoOXXu. Ouarun MOryT BO3HMKATb MO BCeMY Telly, HO Yallle BCero Ha nnue, KUCTAX, JTOKTAX U
KOMeHAX. 9TW NaTHa MOTryT CaMOMPON3BOJIbHO UCHe3aTb.

MCCNEQYEMDbIN FEH:

MyTaumm B 3TOM NoMMOpdU3IME MOMYT MPUBOAUTD K PA3BUTUIO ayTOMMMYHHOMN peakumm.

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

rs532098 GG

3AKJTIOMEHMUE:

Y Bac BbiiBNIeH HOPMasbHblii BapUaHT reHa.




i Qyarosoe o6nbiCeHUue

Ouarosag anoneums — XPoOHNYECKOoe ayTOUMMMYHHOE BOCNanuTenbHoe 3aboneBaHue C reHeTUYeCKomn
npenpacrnofioxXeHHOCTbIO, XapaKTepuaytouleecd noparkeHmem BOJTOCHAHbIX CDOJ'IJ'IVIKyJ'IOB, CTOUKUM UN BPEMEHHbIM
Hepy6Ll,OBbIM BbiMnageHmeM BOJ10C, NPpUBOAALLNM K NX MopeneHMo Uin nosiIHOMY NMCHE3HOBEHWIO Ha OTAOE/TbHbIX yHaCTKax
rosioBbl NN Tesa.

3a60/1eBaeMoCTb U PacnpoCTPaHeHHOCTb 3TOM MaTOMOMMM 3aBUCAT OT reorpaqamuecwlx N STHNYHECKNX pa3J'II/ILIVIl7I, a TakxXe
OT reHeTUYecKom npenpacnosioxKeHHOCTHN 60NnbHbIX. 3a6on1eBaHuo noaBep>XXeHbl nnua o6oero nona. [yckoBbIMM
CDaKTOpaMVI o4yaroBow anoneummn MOTYT ABNATbCA CTPECChl, BUPYCHbIe 3a60ﬂeBaHVlﬂ, I/IHCbeKLI,VIOHHbIe 3a60ﬂeBaHVlﬂ,
npunem aHTVI6aKTepI/IaJ'IbeIX npenapaTtoB, HAPKO3bl N T.O.

UCCNEAQYEMbIN FEH: IL2RA

[eH IL2RA perynumpyeT peLenTopbl Ha MOBEPXHOCTU MMMYHHbIX KIEeTOK. Npr HEKOTOPbIX
MyTauUax peLenTopbl MEHSIOT CBOIO CTPYKTYPRY, KINTETKU MMMYHHOW CUCTEMbI CTAHOBATCS
CMULLKOM aKTUBHbIMW U aTaKytoT BONOCSHble GONIMKYIbL

leH Viccnepyembii monmMopdursm Baw reHoTtun

IL2RA rs3118470 TC

3AKJTIOMEHMUE:

Y Bac BbiiB/1eH HOpMaﬂbelﬁ BapUaHT reHa.




limr CuHppoM LerpeHa

CuHapoM LLerpeHa— aTo cMcTeMHoe 3a6oeBaHne ayTOMMMYHHOW MPUPOAb], XapaKTepHOW YepTol KOTOPOro SBAeTcs
nopakeHne CoOeaAUHUTENbHOM TKAHW CIIIOHHbIX W CNe3HbIX XKeres,

Hawnbonee yactole n poaBneHns:

HapyLUleHWe CIoHOOTAENEHWA B MOMOCTU pTa ¢ 06pasoBaHMEM KaMHEM B CITIOHHbBIX MPOTOKaX, YTO MPUBOOUT K
nepecbIXaHUIO CIIU3UCTbIX HOCOTMTOTKM W PeLLeANBNPYIOLLMM IPUBKOBBIM 3a60M1eBaHNAM;
- CHWXeHWe Cne3oBblAeNneHus, YTo MPUBOAUT K CYXOMY KOHbIOHKTUBUTY C 06pa3oBaHMEM A3B POroBULLb),
. nopakeHune aNUTeNna XendeBbiBOAALLMX MyTeln 1 KaHanbLeB No4vek;
. BoCMnaneHue 1 605b B MeNKMX CyCcTaBax KUCTel,
- CHWXeHWe nepudepryeckon YyBCTBUTENbHOCTM.

Ha gaHHbIN MOMeHT cneumd:mquKoro neyeHnda cMHOpoMma LLIerpeHa He CyLLeCTBYET, TO/IbKO CMMNTOMaTMn4yeCKad
Tepanuma.

UCCNEAQYEMbIA FEH: TNF

[eH TNF y4acTByeT B perynsaumm MMMyHHOIo OTBETa.

leH Viccnepyembii monmMopduram Baw reHoTtun

TNF rs1800629 GA

3AKJTIOMEHMUE:

Y Bac BbisaBneH HOpMaﬂbelﬁ BapUaHT reHa.



NPOM®UNAKTUKA 3ABONTEBAHUN KOXKU:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
NpPenoTBPaTUTb Pa3BUTUE 3a60NEeBaAHUIN KOXM:

pPerynsapHbIN yXO4 3a KOXeW (YBNaXkHeHue, n3beraHue TpaBMaTmU3aL MK, MepeoxnaxaeHnsa 1 neperpeBaHms,
3aXKMBMIEHUE TPELLUMH W MPOPUNaKTUKa MHOULUPOBAHUS).

cobnofeHne NNYHOW TMIrneHbl.

npodunnakTrka 3abonesaHni, NepeaatoLLMXCs MOMOBbIM MyTEM.

orpaHun4yeHKe BO3OENCTBUSA afl/IePreHoB.

HoLleHWe ofaexabl C ANMHHbIMW PyKaBaMW, FOTOBHOMO yOopa M COMHLE3aLUMTHbBIX O4KOB, HAHEeCEHUe
COMHLE3ALLMNTHBIX KPEMOB C BbICOKMM MHOEKCOM SPF Ha OTKPbITble YHaCTKU KOXM Kaxkable 2 Yaca B leTHee BpeM4
roga n B COTHEYHYIO Moroay.

He3aMeOnMTenbHoe obpalleHune K Bpady-AepMaTosniory (Mo HanpaBneHWto Bpada-TepaneBTa) B C/lydae
O6Hapy»KeHWA BNepBble BO3HUKLLENO 06Pa30BaHMsa Ha KOXe (POAMHKM, TEMHble MNK 6enble NATHa) UK U3MEHEHUS
YXKe CYLLEeCTBYIOLLMX.

OTKa3 OT KypeHWs, OTKa3 OT afikorons.

npoxoxkaeHve NpodUNaKTUHeCcKoro MeanLMHCKOro oCMoTpa U AMcnaHcepmsaLmm B COOTBETCTBUM C
Mpukaszom MuH3gpaBa Poccun ot 27.04.2021N 404H (pepn. oT 19.07.2024) "O6 yTBep>aeHUM Nopsaaka nposeneHms
NPOPUNAKTUHECKOTO MeULIMHCKOrO OCMOTPA M AMUCNaHCepM3aLLMmM onpeaeneHHbIX rpynn B3pOocnoro HaceneHms"
(3aperunctpuposaHo B MuHtocte Poccum 30.06.2021N 64042).

B cnydae BblgBNeHMUSA reHeTUYeCcKoM NpeapacrnooXeHHOCTH K 3a60M1eBaHMAM KOXUM HE06X0AMMO 06paTUTbCA K
Bpauy-reHeTuKy, Bpady-4epMaTosory.



LITLITAINN OC” omH E H M q
BEPEMEHHOCTHW

BbepeMeHHas XeHLWMHa
npaBa Bcerga.

Mapk Kypuep

MbI NpoaHanusnpoBanu Bally HacneoCcTBEHHYO NPefpacnofoOXeHHOCTb K Pa3BUTMIO OCIOXKHEHUIN 6epeMeHHOCTU.
Pe3ynbTaT aHanm3a He ABNS9eTCa AMarHo30oM 1 He o3HadvaeT 100%-t0 BepOATHOCTb pa3BUTUA 3aboneBaHusa. HU3KMM pUcK
He o3Ha4aeT 100%-t0 3aWmTy OT pa3BUTUS 3aboneBaHus. MIHGopMaumsa o Balivx reHax MoMoXXeT BaM nsbexkatb
npo6nem co 3gopoBbeM!

3ABOJIEBAHUE NOJIUMOP- 5\ pUAHTBI* BALL 3AKNIOYEHUE
®U3M rEHOTMN

Ocno)xHeHus1 6epeMeHHOCTH

BHyTpPMMNEUeHOUHbIR

rs2109505 Be3 ocobeHHoCTEM
xonecrtas 6epeMeHHbIX

[ecTaUMOHHbIN CaxapHbI

P TCF7L2 rs7903146 Be3 ocobeHHoCTEM
avabet

MpeaknamMncua rs2287845

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.
*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa. 157
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa




limin BHyTpMne4YeHo4HbIN XoJiecTa3 6epeMeHHbIX

XonecTas 6epeMeHHbIX (BXB) — oTHOCUTEeNbHO Ao6poKadyecTBEeHHOe 3aboieBaHmMe, KOTOpOoe MPOoSBAETCH 3YA0M KOXMU,
06bIYHO B COYETAaHMM C YMEepPEeHHOM »enTyxon. Pa3BmBaeTcs, Kak rnpasuo, B Il TpuMecTpe 6epeMeHHOCTU 1 BbICTpo
ncuesaet rnocne popos. Yactota BXE coctaBnaeT oguH cnydvan Ha 2000—6000 6epeMeHHbIX.

MPUYMHbBI Pa3BUTUA 3ab6oM1eBaHMa Y 6epeMeHHbIX 40 CUX Mop o6CyyaatoTcs. MNpennonaraeTcs, UTo CyLLLEeCTBEHHYIO
pOsib UrpatoT reHeTudeckne GakTopbl (MMeKTCs ceMelHble criydan 3aboneBaHus). Y keHLwmH ¢ BXB cyulectByerT,
Mo-BUOMMOMY, FreHETUYECKM OBYCTOBMEHHas MOBbILWEHHAsa YyBCTBUTE/TIbHOCTb K 3CTporeHam. POCT KofMyecTBa 3TUX
FOPMOHOB B OPraHM3Me YeHLLWHbI BO BpeMa 6epeMeHHOCTU NMPUBOAUT K Pa3BUTUIO XON1ecTasa: yCUneHHoe
ob6pasoBaHMe XoNnecTeprHa B NeYeHy, CBA3aHHOe C Pa3BMBaOLLMMKCA B OpraHM3Me ropMoHaibHbIMU NepecTporkamMi,
MPUBOAUT K HapYyLLEHUIO en4yeobpasoBaHUa U XKendeBblaeneHus.

WCCNEOYEMbIW FrEH: ABCB4

[eH ABCB4 oTBETCTBEHEH 3a CMHTE3 6e/1Ka, COOEePyKaLLEerocs B nevyeHu, ero OCHOBHagA posib
3aK/104aeTCs B OCYLLECTBAEHMM TPAHCMOPTA XETYHbIX KUCOT U3 KIETOK NeYeHn 1 3amTe
YKEMYHbIX MyTeW OT MOBPEXK4AIOLWEro OeNCTBMSA »enyn. Npu onpeneneHHbIX MyTalMax 3Toro
reHa BO3HMKaeT HapyLLUeHMe OTTOKA XKenyu.

leH Wccnenyemblt nonumMopdusm Baw reHoTmn

ABCB4 rs2109505 T

3AKJTIOMEHMUE:

Y Bac BbiiBNIeH HOPMarsbHbiii BapUaHT reHa.




limi fecTaLMOHHDbIX CaxapHbIX AanaéeT

[ecTallMOHHbIM caxapHbl ArabeT (TCL) — 3To NoBbILLEHWE caxapa B KPOBM, MOAB/SOWEecs B Mepuo BbiHAWMBAHUS
pebeHka. Bo BpemMa 6epeMeHHOCTU PEe3KO YBENMUYMBAETCS BblpaboTKa NOMOBbIX TOPMOHOB (3CTPOreHOB U MPOrecTepoHa,
XY) 1 ropMoHa KOpTU30/13, KOTOPble MOAABNST OeMCTBME MHCYNUHA. B pe3ynbTaTe yPOBEHb MHOKO3bl B KPOBU Y
6epeMeHHbIX CTAaHOBUTCHA BbICOKUM.

Y >KeHLWmMHbI ¢ CL, yBeMUMBaOTCA PUCKM MOBbLILLEHUS apTepuaribHOro AaBneHus, NosasieHna 6e/ka B Mode
(MpeaknaMncus), MHOrOBOAMS, MPEXAEBPEMEHHbIX POAOB, HEO6XOAMMOCTU B KECApPEeBOM cedeHun, GoOpMUPOBaHMUS
KPYMHOro Nnoaa, TPaBMaTU3aLMM XeHLLMHbI U pebeHKa B poadax.

(DaKTOpr PNCKa, NoBbllaoUMe BEePOATHOCTb Pa3sBNTUA reCTalLMOHHOIO CaXapHOoro Onabeta:

. M36bITOYHaa Macca Tena UM oXMpeHne 0o 6epeMeHHOCTY;

. CNULLIKOM 60/bLUOE YBENMYEHME BECA BO BpeMda BepeMeHHOCTU (bofblle peKoMeHoyeEMOM HOPMBbI);
. abpoaMeprKaHCKOE, a31aTCKOe, TaTUHOAMEPUKAHCKOE NN MHOEMCKOE MPOUCXOXKLAEHUE;

. reHeTnYyecKasa NpenpPacnonoXeHHOCTb.

UCCNEAQYEMbIA FEH: TCF7L2

MyTaumm reHa TCF7L2 cBA3aHbl C Pa3BUTUEM UHCYTMHOPE3UCTEHTHOCTU U
npenpacrnofioXXeHHOCTbIO K paszBuTuio MC.

leH Viccnepyemblin nonmmopdursm Baw reHoTmn

TCF7L2 rs7903146 cc

3AKJTIOHEHMUE:

Y Bac BbiiBNeH HOpMaJibHbIXA BApUaHT reHa.



lime fipesknaMncua

[MpeaknamMrncus — 3To CepbesHoe OCNOXHEeHNe 6epeMeHHOCTH, CBA3aHHOE C MOoBbILLEHWEM apTepmnanbHOro AaBneHmus,
3a0€PXKKOM YXUAKOCTU B OpraHmn3Me, HapyLlueHmeM paboTbl MoYek 1 nedeHu. Cpean 6epeMeHHbIX YKeHLWLMH
pacnpoCTpaHeHHOCTb 3Toro 3a6oseBaHna B cpegHeM coctaenseT 10-12%. Cepbe3HOCTb COCTOSHUS PasinyatoT oT
YMePEHHOTro A0 Taxeioro. OCHOBHOM MPUYMHOM BO3HUKHOBEHUS CUMTAETCA aHOManus npukpennieHms U pasButms
naaueHTbl. MoaBnaeTca Yallle BCero nocre ABagLaTton Hegenu 6epeMeHHOCTU K COMPOBOXAAETCH TaKUMU CUMMITOMaMM,
KaK rofloBHasa 6051b, pe3koe yBenumyeHme Macchl Tesla, HapyLueHe 3peHna («<MyLWKW» nepep rnasamu), oTeku 1 605b B
YKMBoTe. Bo BpeMsa HabnoaeHna 6epeMeHHOM KeHLLMHbI Bpad OLL,eHMBAET PUCKM BO3SHUKHOBEHUS CUMMITOMOB
NpPesaKNaMncum 1 faeT peKoMeHaaUmm B cflydae Heo6XOAMMOCTU. B 6ONbLLIMHCTBE CyYaeB Y XeHLLMH, CTOTKHYBLINXCSA C
npeaKnaMncmer, NpPorHo3s cxoaa Poaos 611aronpPUATHbBIN.

K dakTopam pucka oTHocaTcs:

caxapHblv oMaber,

OXMpPEHWUE;

3aboneBaHMA Noyexk;

XPOHMYeCcKasa apTepuanbHas rmnepTeHsuns,

MHoOronnoaHasa 6epeMeHHOCTb (OBOMHS, TPOMHS);

rMNOTUPEO3 UNU HaNNYMe aHTUTEN K TKaHAM LLUMTOBUAHOWM Xenesb|,

aHOManuMm NnaLeHTbl (MNaueHTapHasa nwemms);

BO3pacT MaTepwu 6onee 35 ner;

nMpesKkIamMrncusa Bo BpemMs npeablayLien 6epeMeHHOCTU MK CyYan NPeakIaMncmm B CEMbe Y POACTBEHHML, MO
MaTEePUHCKOM NNHUW,

reHeTu4eckas NpenpacrnofioXXeHHOCTb (YCTaHOBIEHa POSib CUCTEMbI KOMMIEMEHTa B PasBUTUM NPe3aKIaMncum).

UCCNEAQYEMbIN TEH: C3

[eH C3 kogupyeT 6enok C3 — LeHTpabHbIM KOMMOHEHT CUCTEMbI KOMMIeMeHTa. MyTauumm B
reHe CBA3aHbl C MPefpacrnonNoOXKeHHOCTbIO K MPe3KNaMncum.

leH Viccnepyembliin mnonmmMopdursm Baw reHoTmn

Cc3 rs2287845

3AKJTIOHMEHMUE:



NPODUNAKTUKA OCNOXXHEHUWA BEPEMEHHOCTMW:

BHe 3aBMCUMOCTM OT pPe3yNbTaToB reHeTUYECKOro NCCIeAoBaHMA cnefyoLlme peKoMeHaaumm noMoryT
NpPefoTBPaTUTb Pa3BUTUE OCITOXKHEHUN 6GepeMeHHOCTU:

npwv HacTynIeHn 6epeMeHHOCTM MOCTaHOBKa Ha YYET B YXeHCKYIO KOHCY/bTau Mo A0 12 Hegenb.

Habno4eHUe akyLlepa-rMHeKonora v BbliMoIHEHWE ero peKoMeHaaLn M.

rNpoxoXkaeHmne obcreqoBaHuMs Npu cpokax 6epemMeHHocTV 11-14 1 19-21 Hepena A9 OLeHKM TedeHusa
6epPeMEeHHOCTU U Pa3BUTUA MN104a: PUCK MPEXXOEBPEMEHHbIX POOOB, PUCK MPE3KIAMMNCKHK, 3aAePXKKa POCTa NMIoA3,
XPOMOCOMHbIE aHOMaNMUM 1 NOPOKKM PasBUTUS NoAa.

npwvém donmeBon KMcnoTbl B Ao3e 400 MKr (0,4 Mr) exxeHEBHO MY>XYMHAM U KEHLLMHAM, NAaHUPy LM
3aBeCTW pebeHKa, U 6epeMeHHbIM XeHLWKMHaM A9 NPOPUNAKTUKM HEBPOIOMMYECKMX NaToNornini y yayLiero
pebeHKa.

cobntofeHne OCHOBHbIX MPaBU FUIMEHbl, PerynapHbIi NpUeM OyLa, HOLLEHWE HVKHEro 6enbsa 1 oaexabl Mo
pasmepy.

CBOEBpPeMEHHOe nevyeHmne MHGeKLMn MoOYenoIoBOM CUCTEMDI.

KOHTPONb NPMOGaBKM MaccChl TeNa BO BpeMs 6epeMeHHOCTW.

npaBubHOE MMUTaHME: yNnoTpebeHune 3eneHmn (NeTPyLLKa, YKPOM, KUH33, 6a3nnmk, NyK 1 4p.), CBEXMX OBOLLEN
N GPyKTOB (6€3 TepMUYECKOM 06PaboTKM), a TakKe PblObl, ONTMBKOBOIO Macsa, MorypTa, MakKapOHHbIX U34eNni 13
TBEPLAbIX COPTOB MLUEHULLbI (MPOU3BOAMUTENN OObIYHO YKa3bIBatOT COPT Ha yMNaKOBKe).

OTKa3 OT KypeHWMs, OTKa3 OT afikorons.

npoxoxkaeHwe NpoduNaKTUHeCcKoro MeanLMHCKOro oCMoTpa U AMcnaHcepmr3aLmm B COOTBETCTBUN C
Mpukaszom MuH3gpaBa Poccun ot 27.04.2021N 404H (pepn. oT 19.07.2024) "O6 yTBep>aeHUM Nopsaaka nposeneHms
NPOPUNAKTUHECKOTO MEeULIMHCKOrO OCMOTPA M AUCNaHCepM3aLLMmM onpeaeneHHbIX rpynn B3pocnoro HaceneHms"
(3apermncTpupoBaHo B MuHtocTe Poccnm 30.06.2021N 64042).

B criyyae BbISBMEHWNA FTeHETUYECKO M MPEeapaCcoNOXeHHOCTM K OC/TOXKHEHUAM 6epeMeHHOCTU HEOBXOANMO
06paTUTbCA K Bpady-reHeTMKY, Bpady-aKyLlepy-rMHeKosory.




MPODPECCUOHAIJIbHDBIE
3ABOJIEBAHUSA

MpodeccuoHanbHble 3a6oneBaHUa — 3T0 3aboneBaHud, MPUYUHON opbIX ABNAKTCH MpodeccuoHanbHble
BpPeAHOCTU, HEBMAaronpuaTHbIE MPOU3BOACTBEHHbIE GaKTOPbI W YCNOBWSA TpyAa.

HekoTopble nioan mMoryT 6biTb 6oMee nNpenpacrnofoXeHsl K NpodeccroHansHslM 3aboneBaHnaMm n3-3a
WHOMBWOYANbHbBIX reHeTU4eckmx ocobeHHocTel. Hanpumep, CyLecTBYoT reHeTUYECKME BapMaHThl, KOTOpbie MOTyT
YBENMUUMNTE PUCK Pa3BUTUA 3a60NeBaHMI, CBA3aHHbIX € BO3AENCTBMEM MPOM3BOACTBEHHOW BMBPALMK, PUCK Pa3BUTMA
OPOHXMANbHOM acTMbl, NPOdEeCCHMOHaNbHbIX 33boneBaHMMn Nerkmx (MHEeBMOKOHWMO3bI), 2aboNeBaHMi, CBA3aHHbIX C
BO3OEWCTBUMEM MPOWM3BOACTBEHHOMO WyMa WMAKM UMHOPa3BYKa (HEMPOCEHCOPHOW TYroyXocTHu), npodeccroHanbHoOW
paouKynonatu. feHeTMYecKada npenpacnonoXXeHHoCTb K I'lpDCbeCCVIOHaFI bHbIM 3aB0NeBaHWaM He aBnaeTcs ANarHo3om 1
He 03Ha4daeT, YTo 3aboneBaHue 06aA3aTeNbLHO Pa3oBbeTcs. MHbopMaLmMa o Ballnx reHeTUYEeCKMX 0COBEeHHOCTAX NO3BONUT
YYUTBIBATb 3TOT haKTOP NP MPOBEeAeHUU MPOGUNAKTUYECKUX MEPOMNPUATHIA 1 NeYeHUM.

[na npepoTBpalleHna npodeccroHansHbix 3a6oneBaHni Heobxoarmo cobnoaaTth NpaBuia TexHUKKM 6e30MacHoCTM
Ha MPOW3BOACTBE, UCMOMb30BaTh CreuUnann3npoBaHHble 3alUKTHbIe CPeAcTBa, PerynapHO NpoxoauTh MeauUMHCKUE

oCMOTPbI! 1 o6pPalLaThCd 3a NOMOLLBIO K CneluanmMcTamM rnpuv nepBbix NpU3Hakax 3abonesaHmna?.

1 Mpwrkas MuHTpyaa Poccrm, MuH3apasa Poccmim N2 1420H oT 31122020 r. «O6 yTBepwOeHUW NepeyHer BPpeaHbiX M (MAK) onacHbIX NPOW3BOACTBEHHbIX
dakTopos ¥ pabaT, MpW BLINMOMTHEHWM KOTOPbLIX MPOBOASATCA obs3aTenbHble NpedBapwuTebHble MeAWUMHCKME OCMOTRbI MPW MOCTYNAeHUU Ha paboTy U
e OCMOTPbI».
0pPaBoo: HeHwa PO oT 13 Hoabpsa 2012 r. N 911H "O6 yTBEpPXAEHWW NOoPAAKa OKazaHma MedWUMHCKOM NOMOLULM NMPpU OC

U XPOHUYECKUX NPOGECCHOHANbHbIX 33601eBaHMUAX" (C U3MEHEHUAMM M AONONHEHWAMMK OT 21 despand 2020T.).




BALL PE3YJIbTAT:

CTNNA3

CTNNA3

CTNNA3

CTNNA3

PIDI1

PLA2G4A

PRKCA

PRKDI1

PRKDI1

PRKDI1

PTGSIT

PTGS2 (PACERR)
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TNF

psaom c PLA2RI1

nosINMOP-

PU3M
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ccC
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GG
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AA

GG
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AA

BALL
FEHOTUN

GG

AA

GG

TT

TT

AG

CcT

GG

GG

TT

AA

cc

AA

AA

GA

GA

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OpaHXeBbIM LIBETOM - BblABeHHaqa 0CO6eHHOCTb.

3AKJ/TIOMEHUE

MoBbILWEHHbIN PUCK

MonynAauMOHHbIN PUCK

MonynAauMOoHHbIN PUCK

MOBbILEHHbIN PUCK

MonynAuMOHHbIN PUCK

MonynAuMOHHbIN PUCK

[MoBbILLIEHHbIN PUCK

MonynAuMOHHbIN PUCK

MonynAauMOHHbIN PUCK

MonynAuMOHHbIN PUCK

[MoBbILLIEHHbIN PUCK

MonynAauMOHHbIN PUCK

MoBbILWEHHbIN PUCK

MonynAauMOHHbIN PUCK

MoBbILWEHHbIN PUCK

MonynAauMOHHbIN PUCK

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



nosINMOP- BO3MOXXHbIE BALL 3AK/TIOMEHUE

PU3M BAPUAHTDI FEHOTUN

Bpouxuaanaﬂ acTMa

TT
psaom c RELA rs7949980 TC TC MonynaumMoHHbIN PUCK

cc
Bu6pauumoHHas 6onesHb

TAGTAAG/ TAGTAAG
CASP8 rs3834129 TAGTAAG/T TAGTAAG/T MoBbILLEHHbIN PUCK

T/T

GG
HSPAIB rs754888705 GA GG MonynaumoHHbIN PUCK

AA

cC
HTRI1B rs6297 CT T [MoBbILLEHHbIN PUCK

TT

GG
HTRI1B rs6298 GA AA [MOBbILLUEHHbIM PUCK

AA

TT
MMP3 rs591058 TC cC [MOBbILLUEHHbIM PUCK

cc

AA
SIRT1 rs35224060 AG AA MonynaumMoHHbIN pUCK

GG
HeilipoceHcopHas TyroyxocTtb

AA
CASP3 rs1049216 AG GG [MOBbILLUEHHbIM PUCK

GG

GG
CASP3 rs6948 GT T [MOBbILLUEHHbIM PUCK

TT

cC
CASP7 rs12415607 CA cC MonynaunoHHbIN PUCK

AA

TT
CAT rs494024 TC cc [MoBbILLEHHbIV PUCK

CcC

cC
CDH23 rs10762480 CT cC MonynaumMoHHbIN PUCK

TT

GG
CDH23 rs10999947 GA GG MonynaumMoHHbIN PUCK

AA

cC
CDH23 rs11592462 CG GG [NoBbILLEHHbIN PUCK

GG

cC
CDH23 rs3747867 CT cC MonynaumoHHbIN PUCK

TT

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



nosINMOP- BO3MOXXHbIE BALL 3AK/TIOMEHUE

PU3M BAPUAHTDI FEHOTUN

HeilipoceHcopHas TyroyxocTtb

TT
CDH23 rs3752751 TC cc [MoBbILLEHHbIN PUCK

CcC

TT
CDH23 rs3752752 TC cc [MoBbILLIEHHbIV PUCK

CcC

GG
CDH23 rs3802711 GA GG MonynaumMoHHbIN PUCK

AA

GG
CDH23 rs41281334 GA GG MonynaumMoHHbIN PUCK

AA

cC
FAS rs1468063 CT cC MonynaunoHHbIN PUCK

TT

AA
GiB2 rs3751385 AG GG [MoBbILLEHHbIV PUCK

GG

T
IL10 (IL19) rs1800872 TG TG MoBbILLIEHHbI PUCK

GG

cc
NCL rs7598759 CT T [MOBbILLUEHHbIM PUCK

TT

GG
NOX3 rs12195525 GT GG MonynaumMoHHbIN pPUCK
TT

GG
WHRN rs12339210 GC GG MonynaumMoHHbIN pUCK

CcC
NMHEeBMOKOHMO3bl

cc
FASLG rs763110 CT ccC MonynaumMoHHbIN pUCK
TT

cC
IL12RB1 rs419540 CT cC MonynaumMoHHbIN PUCK

TT

GG
IL1B rs1143634 GA GG MonynaumMoHHbIN PUCK

AA

AA
NLRP3 rs1539019 AC cc [MoBbILLEHHbIV PUCK

CcC

cC
NLRP3 rs34298354 CT cC MonynaunoHHbIN pUCK

TT

AA
TGFBI (B9D2) rs1800469 AG AA MonynauUMoHHbI pUCK

GG

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



nosINMOP- BO3MOXXHbIE BALL 3AK/TIOMEHUE

PU3M BAPUAHTDI FEHOTUN

nOﬂCHM“HO-erCTuOBaﬂ paauKynonaTtusa

cC
ACAN rs939587 CT cC MonynaunoHHbIN PUCK
TT

GG
ILT1A rs1800587 GA GG MonynaumoHHbIN PUCK
AA

AA
VDR rs2228570 AG GG [MoBbILLEHHbIN PUCK
GG

AA
VDR rs731236 AG AA MonynaumMoHHbIN PUCK
GG

cC
VDR rs7975232 CA cC MonynaunoHHbIN PUCK
AA

TT
psaom c COL9AT rs696990 TC T MonynaumMoHHbIN PUCK
ccC

T
psaom c COL9A2 rs449541 TC TT MonynaumMoHHbIN pPUCK
cc

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



L BpoHXMasibHaaA acTMa

MpodeccuoHanbHasas 6poHXManbHas acTMa - 3To npodeccuoHanbHasa 6oMe3Hb, KOTopas XapakTepusyeTtcs
HapyLlWeHWeM MpPOXOOMMOCTM BO3AYLWHOro MOTOKa M Pa3sBUTMEM BOCManeHus B 6GpoHxax Mpu nonagaHum
creundUUeckmx areHToB, MPUCYTCTBYIOWMX Ha pabodyeM MecTe B BuAOe Mblfiv, ra3oB, a3po30fiel, U He cBdA3aHa C
pasgpaykutenaMm W annepreHaMm BHe pabodero MecTa. Ha [[aHHbIM MOMEHT HacuymuTbiBaloTca oKoso 400
MPOU3BOLACTBEHHbIX areHTOB, CMOCOBHbIX BbI3BaTb Pa3BMUTUE NPOPECCUOHaTbHON BPOHXMarbHOM acTMbl. BpoHxXManbHasa
acTMa Haubornee pacnpocTpaHeHHoe MpodeccnoHanbHoe pecnupatopHoe 3a6oseBaHne B MHOYCTPUANbHO Pa3BUTbIX
CTpaHax.

®dakTopbl, cNOCcO6CTBYIOLLUME Pa3BUTUIO 3a60neBaHUs:
annepreHbl (MblNb, FTPWUOGKOBbLIE annepreHsbl, Nblfibla PAaCTEHUK, annepreHbl LOMALLHUX XXUBOTHbIX);
A3PONONNOTaHTbI (030H, AMOKCU, Cepbl, TaBauHbI OblM);
MHDEKLMOHHbIE areHTbl (BUPYCbI);
aTonmnyeckme 3aboneBaHuMs, acTMa B CEMEMHOM aHaMHe3e€,
OXMpPEHUE;
reHeTMYyeckas NpenpacrnonoyKeHHOCTb.

MNMposiBneHue 3a6051eBaHUA U CAaMOAUArHOCTUKa:
nepLieHue B ropne;
yayuwbe;
3aMOXEHHOCTb B FPYLHOMN KNETKE;
Kalesnb;
noaBNeHMe KOXKHO-anneprmyeckmx CUMNTOMOB: 3y, KOHTAKTHbIM AePMaTUT, KPanMBHULA, OTEK KBUHKE;
ycyry6reHue CUMMNTOMOB B HOYHOE BpeMs.

B paHHOM pasfene nayyeHo 17 reHeTUYeCKMX BapuaHTOB, KOTOPbIE CBA3aHbl C PUCKOM BO3HMKHOBEHWS BPOHXMaNbHOM
acTMbl.

BnaronpuraTHble reHeTUYECKME BaPUaHTbI CHMKAKOT PUCK BO3SHUKHOBEHUS NpodecCnoHanbHOM 6pOHXMaNbHOM acTMbl U
MOryT UrpaTb 3alUMUTHYKO ponb. HebnaronpuaTHble TFeHETUUYEeCKMEe BapUaHTbl MOBLILIAOT PUCK BO3HUKHOBEHMUSA
BPOHXMaNbHOM acTMb.

WCCNEAYEMBIE FEHbl: CTNNA3, PID1, PLA2G4A, PRKCA, PRKDI, PTGSI1, PTGS2 (PACERR), SIPAT
(PCNX3), TGFB1 (B9D2), TNF, psinom ¢ PLA2R], psinom ¢ RELA

leH Viccnepyembii monmmMopduram Baw reHotun
CTNNA3 rs10762058

CTNNA3 rs1786929 AA
CTNNA3 rs4378283 GG
CTNNA3 rs7088181

PID1 rs1419958 TT
PLA2G4A rs932476 AG
PRKCA rs6504453

PRKD1 rs11847351 GG
PRKD1 rs1958980 GG
PRKD1 rs1958987 TT
PTGS1 rs5788

PTGS2 (PACERR) rs20417 ccC
SIPAT (PCNX3) rs931127

TGFBI1 (B9D2) rs1800469 AA
TNF rs1800629

psiaom c PLA2R1 rs2667026 GA
psiaomMm ¢ RELA rs7949980 TC



PE3YJIbTAT:

Y Bac uaeHTUPMUMPOBaHO 6 He6naronpuUATHbIX BapuaHToB 1 11 611aronpusTHbIX BapUaHTOB.

¢ S R

3AKJTIOMEHMUE:

Y Bac BbiiBlieH HU3KUI PUCK BO3SHUKHOBEHUSI 6POHXMaNIbHOM acTMbl NMpU
He6aronpUATHbLIX YCIIOBUAX TpyAaa.

NPEAYNPEXXAAIOWMUE MEPbBI U MPODUNTAKTUKA BPOHXUAJIbBHOU ACTMb:

npoxoxaeHwe npenBapuTeNbHbIX (MPU MOCTYNAeHWU Ha paboTy) U MepuogUYecKUX MeanLUHCKNX
OCMOTPOB COMMacHo Npurkaly MuHTpyna Poccuun, MuHsgpasa Poccum N2 1420H ot 31.12.2020 r. «O6 yTBEPKOEHUM
nepeyHer BpeOHbIX W (MNKM) OMacHbIX MPOW3BOACTBEHHbIX (GaKTOPOB W PaboT, MNPV BbIMOMHEHUU KOTOPbLIX
npoBoaaTca obfa3aTesbHble MNpedBapuTenbHble MeOULMHCKME OCMOTPbl MPW MOCTYMIeHUM Ha paboTy W
nepuoanyecKkne MeauLMHCKMe OCMOTPbI;

OTKa3 OT KypeHus,

CHWYKEHWEe MacCbl Tea Npu OXXnpeHunu;

BaKUMHaLMS,

npodeccmoHanbHaa nepekBannMdUKauma YenoBeka C KIAMHUYECKUMU MpU3HaKaMu BPOHXManbHOM
aCTMbl.

Hay4yHas nuTtepatypa:

1. Yucesoy B, et al. Genetic variants in TNF?, TGFBI1, PTGS1 and PTGS2 genes are associated with diisocyanate-induced asthma. 2016;

2. Andrianjafimasy M, et al. PID1 is associated to a respiratory endotype related to occupational exposures to irritants. 2021;

3. Bernstein DI, et al. CTNNAZ3 (?-catenin) gene variants are associated with diisocyanate asthma: a replication study in a Caucasian worker

population. 2013;

4. Word LJ, et al. The genetics of occupational asthma development among workers exposed to diisocyanates: A systematic literature

review with meta-analysis. 2022;

5. Rava M, et al. Genes Interacting with Occupational Exposures to Low Molecular Weight Agents and Irritants on Adult-Onset Asthma in
Three European Studies. 2017.



limie BuépaumoHHasa 6one3Hb

Bu6paumoHHas 60ne3Hb — XxpoHudeckoe MpodeccroHanbHoe 3aboneBaHMe, XapaKTepusytolleeca nopa)keHuem
neprdeprnYeckon CocyomcTor, HEpPBHOM U CKEMEeTHO-MbIWEeYHOW CUCTEM B 30He [O/IUTeNbHOro BO34EMNCTBUA
MPOU3BOLACTBEHHOM BUGpaLMK Bbile NMpeaenbHo JONYCTUMbIX YPoBHeN. BubpaumoHHaa 6o/1e3Hb B Poccum cocTaBnseT
6onee TpeTu cpeam NpodeccroHanbHblX 3a60/1eBaHN, CBA3aHHbIX C BO34eNCcTBMEM dU3MUecKnx dpakTopoB. Hamnbonee
3HAYMMbIM MOBPEXOAIOWMM BO3OEMNCTBMEM Ha OPraHM3M YesioBeka 06/1afaeT BUGpaums B YacTOTHOM MHTepBane 35 —
250 'y,

®dakTopbl, CNOCO6CTBYIOLUUE PAa3BUTUIO 3a60M1eBaHUS:
MOHWYKEeHHaA TeMnepaTypa BO34YX3;
duUsnYecKkne neperpysKm;
reHeTndecKkas NpenpacrnonoXeHHOCTb.

MposiBneHne 3a6oneBaHUs U CaMOAUArHOCTUKA:

HotoLMe 601 B AUCTaNbHbIX OTAeNaX KOHEeYHOCTew;

4YBCTBO XOM04a 1 APOMKaHUA KUCTEN Winnm cTor,

MOBbILLUEHHAsA YyBCTBUTENbHOCTb K BO3AEMCTBUIO XON0Aa KUCTeN uunu cror,

MOBbILLUEHHasA MOTNMBOCTb NafloHen uunu cror,

6nefHOCTb AMUCTanbHbIX danaHr NanbLeB pyk;

HapylleHWe cHa (TPYLAHOCTW MpU 3acbiNaHuK, NPOBYXOEHUA Mo HodyaM) B CBA3U C 60OMNEeBbIMU U APYrrMMU
OLLYLLIEHUAMM B 06MACTU KOHEUYHOCTEN UMW MOACHUYHO-KPECTLLOBOM 061acTu.

B naHHOM pasgene U3ydeHo 6 reHeTUYEeCKMX BapMaHTOB, KOTOPbIe CBA3aHbl C PUCKOM BO3HUKHOBEHUA BUBPALIMOHHOM
6onesHn.

BnaronpuaTHble reHeTUYecKMe BapuaHTbl CHUYKAOT PUCK BO3HMKHOBEHUS BMGPALIMOHHOM 60MEe3HMU 1 MOTyT UrpaTb
3alUMTHYIO pofb. HebnaronpuaTHble reHeTnYecKre BapuaHTbl MOBLILLAIOT PUCK BO3HUKHOBEHUS BUBPALIMOHHOM
60Ne3HK NPU HeBNaronPUATHbIX YCIOBUAX TRyOA.

MNCCNEAYEMBDIE N'EHbI: CASPS8, HSPAIB, HTRIB, MMP3, SIRT1

leH Viccnepyembii monmMopduram Baw reHoTtun
CASP8 rs3834129

HSPAIB rs754888705 GG

HTRIB rs6297

HTRI1B rs6298

MMP3 rs591058

SIRT1 rs35224060 AA



PE3YJIbTAT:

Y Bac uaeHTUPMLUMPOBaHO 4 HE6MaronpusaTHbIX BapyMaHTa U 2 6naronpusTHbIX BapyaHTa.

4 2

3AKJTIOMEHMUE:

NPEAYNPEXXOAIOLWMUE MEPbI U MPOOUNTAKTUKA BUBPALLUOHHOMN BOJTE3HMU:

NPOXOXXOAeHMe MpeaBapUTebHbIX (MPU MOCTYNAeHUM Ha pPaboTy) M MNEepPUOaUUYECKUX MeOULUHCKMX
OCMOTPOB COMMacHo Npurkaly MuHTpyna Poccuun, MuHsgpasa Poccum N2 1420H ot 31.12.2020 r. «O6 yTBEPKOEHUM
rnepeyHen BpeOHbIX U (MK) OMACHbIX MPOM3BOLCTBEHHbLIX (GAKTOPOB M PaboT, MpPW BbIMOMHEHUM KOTOPbIX
npoBoaaTca obazaTesibHble MNpenBapuTeNbHble MeOWUMHCKME OCMOTPbl MPU MOCTYreHUM Ha paboTy u
nepurogmnyeckme MegmLmMHCKME OCMOTPbIY;

npoBefgeHmne MHXeHEePHO-TEXHMYECKOM MPOPUNAKTUKM;

MCMoJib30BaHKe CPeacTB MHOMBKAYANbHOM 3alLMTbl MPU paboTe ¢ Bubpauvew,

MUHVMU3MPOBaHME O/INTENbHOCTM OQHOKPATHOIrO KOHTaKTa C BUBpaLMen: KpaTKOBPEeMEHHbIe NepepblBbl
rno 10 MUHYT nocne KakOooro yaca PaboThI, 3anpeLleHuve CBEPXYPOUHbIX pa6oT c
BUOPONHCTPYMEHTOM/060oPYAOBaHMEM,

rnepeBoq YenoBeKa C KIMMHUYECKUMU NMpU3HaKaMm BUO6PaLMOHHOM 60/1e3HM Ha Apyryto paboTy;

HayuyHaa nuTtepaTtypa:

1. YepHak KO.U, MepuHoBa A.lN. MonnMopdHble NOKYCbl FfeHOB-KaHAMAATOB Y MaLKMEHTOB C NpodeccroHanbHbiMU 6onesHamu. Tom 102, N2
7,2023;

2. Chernyak YI, Kudaeva IV. Analysis of HSPAIB (+1267A>G) Genetic Polymorphism in Patients with Vibration Disease in Combination with
Metabolic Syndrome. 2021;

3. CMupHoBa EJ1, 1 gp. Accoumauus ID nonmmopodmsma reHa CASP8 ¢ BubpaLumMoHHoM 6onesHbto. 2022;

4. LuoY, et al. Interactions between the MMP-3 gene rs591058 polymorphism and occupational risk factors contribute to the increased
risk for lumbar disk herniation: A case-control study. 2020;

5.Chen Q, et al. HTR1B gene variants associate with the susceptibility of Raynauds' phenomenon in workers exposed hand-arm vibration.
2016;

6. Voelter-Mahlknecht S, et al. Sirtuinl single nucleotide polymorphism (A2191G) is a diagnostic marker for vibration-induced white finger
disease. 2012.



limin HempoceHcopHaa TYroyxocTb

MpodeccnoHanbHasag HEMPOCEHCOPHAas TYrOyXOCTb — XPOHUYeCKoe NpodeccmoHanbHoe 3aboneBaHme opraHa ciyxa,
XapaKrepuayloleeca HapyLlleHMEM 3BYKOBOCMPUATUA [OBYCTOPOHHEro XapakTepa, CBA3aHHOe C  AJIUTENbHbIM
BO34EeNCTBMEM MPOU3BOLACTBEHHOIO LUYyMa, MPOABNAIOLLEECA CHUXEHMEM CMNyXa, HEBO3MOXHOCTbIO YETKO pa3obpaTb
UYXKYIO peyb, LUYyMOM B yllax. lNpodeccroHanbHasa TyroyxoCTb pa3BMBaETCS MpW OWNTENbHOM BO34EUCTBMW LWYyMa C
NPenMyLLECTBEHHO BbICOKOWM YaCTOTOM 4-6 KILL.

®dakTopbl, cCNOCcO6CTBYIOLLUME Pa3BUTUIO 3a60neBaHUs:

OvTenbHOE BO3OencTBMe NPoOn3BOLACTBEHHOIO LWWYMa, MpeBblllatoLee npenesibHo onyCtmMblie YPOBHWY,
reHeTnyeckad npenpacrnonoxXeHHOCTb.

MposBneHue 3a6oneBaHUa U caMOAUArHOCTUKa:
yXygLeHne pasbopunBOCTU peun (0OCOBEHHO B LLUYMHOM OBCTaHOBKE), CMbILLUMMOCTb Pa3roBOPHOM peuun He
HapyLlLeHa B Ha4YanbHOM CTagMu 3aboneBaHus;

nogasneHme wyMma B yulax, KOTOprlZ MNOCTENEeHHO CTaHOBUTCA NOCTOAHHbBIM M MHTEHCUBHbIM,
rONOBOKpPYXXeHWMe, HapylleHne koopanHaunwn.

B oaHHOM pasfgene Usy4eHo 18 reHeTUYeCcKMX BapuaHTOB, KOTOPblEe CBA3aHbl C PUCKOM Pa3BUTUSA NpodecCcrnoHanbHOM
HEMPOCEHCOPHOW TYrOYyXOCTW.

BnaronpuaTHble reHeTMYeckne BapUaHTbl CHUYXKAIOT PUCK BO3HUKHOBEHUA MPOodecCUoHanbHOM HeNpPOCeHCOPHOM
TYrOyxoCTM W MOFyT WrpaTb 3alUUTHYKO pPosb. HebnaronpuaTHble reHeTUYecKMe BapWaHTbl MOBbLILAKOT  PUCK
BO3HWKHOBEHMUS MPOdECCUOHANBHOM HEMPOCEHCOPHOM TYTOYyXOCTU MPU HEGNArONPUATHbBIX YCTOBUSAX TPYOA.

MUCCNEOYEMDIE FEHbI: CASP3, CASP7, CAT, CDH23, FAS, GJB2, IL10 (IL19), NCL, NOX3, WHRN

leH Viccnepyemblin mnonmMopdursm Baw reHoTmn
CASP3 rs1049216

CASP3 rs6948

CASP7 rs12415607 cc
CAT rs494024

CDH23 rs10762480 cc
CDH23 rs10999947 GG
CDH23 rs11592462

CDH23 rs3747867 cc
CDH23 rs3752751

CDH23 rs3752752

CDH23 rs3802711 GG
CDH23 rs41281334 GG
FAS rs1468063 cC
GJiB2 rs3751385

IL10 (IL19) rs1800872

NCL rs7598759

NOX3 rs12195525 GG
WHRN rs12339210 GG



PE3YJIbTAT:

Y Bac uaeHTUPMUMPOBaHO 9 He61aronpUATHbLIX BApUAHTOB U 9 611aronpusTHbIX BapuaHTOB.

° e E—

3AKJTIOMEHMUE:

Y Bac BbisiBlieH cpeAHUI PUCK BO3HUKHOBEHUS HEMPOCEHCOPHOMN TYroyxocTu npu
He6aronpUATHbLIX YCIIOBUAX TpyAaa.

NPEAYNPEXXOAIOLWME MEPbI U MPOOUNTAKTUKA HEMPOCEHCOPHOM
TYTOYXOCTW:

npoxoxaeHwe npenBapuTeNbHbIX (MPU MOCTYNAeHWU Ha paboTy) U MepuogUYecKUX MeanLUHCKNX
OCMOTPOB cornacHo npwkasy N2988H MuHTpynoa Poccuu, MuHsgpasa Poccuun N2 1420H ot 31122020 r. «O6
YTBEPXKOEHUW NepeyHen BpeaHbIX U (MK) onacHbIX MPOU3BOACTBEHHbLIX GaKTOPOB U PabOoT, MPW BbIMOIHEHUN
KOTOPbIX MPOBOAATCS 0b6A3aTeNbHble MpedBapuTebHble MeOULIMHCKME OCMOTPbI MPY MOCTYNNeHNM Ha paboTy 1

nepmnognyeckmne MmeanuUmMHCKMe OCMOTPb;

N3IMeHeHne TexHonormn npomssonctea cC 3aMeHOM UMM UCKITIOYEeHUEM <<|.|.|yMoo6pa3ylou.|.|/1><»

TEXHONTOMMYECKMX MPOLLECCOB;
BHeOpeHMe CpeacTB 3allMTbl OT LWyMa (LUYyM MOTMOLLAIOLLMX MOKPLITUI, 9KPAHOB, MywnTenen 1 T.0.);

NCNosb3oBaHMeE MHOWBWNOYaAlTbHbIX COELCTB 3allTbl OT LWyMa (I'IpOTl/IBOLLIyMHbIe BKMagbllWn, HAYLLIHWNKW,

Lwnembl);
CHWMYKEHWE MPOLAONIKNTENBHOCTM NPebblBaHUA B YCTOBUAX MHTEHCKMBHOTIO LUYM3;
nepeBof YenoBeka ¢ KNMHUYECKUMW MPU3HAKaMU HEMPOCEHCOPHOM TYroyxOCTU Ha OPYTyto paboTy.

HayuHasa nutepaTtypa:
1. Wu S, et al. Interactions of genetic variations in FAS, GJB2 and PTPRN?2 are associated with noise-induced hearing loss: a case-control
study in China. 2024;

2. Xin JR, et al. Association between polymorphism of CASP and NOX3 with risk of noise-induced hearing loss. 2027,
3.Jiao J, et al. Variations in the Cadherin 23 Gene Associated With Noise-Induced Hearing Loss. 2024;

4. YepHak KO.M, MepuHoBa A.T. MonnMopdHble TOKYCbl FfeHOB-KaHAWAATOB Y MaLMEHTOB C MpodeccroHanbHbiMK 6o1e3HaMm. Tom 102, N

7,2023;
5. Bashmakova EE, et al. K voprosu o geneticheskoi predraspolozhennosti k razvitiyu khronicheskoi neirosensornoi tugoukhosti [To the
question of genetic predisposition to the development of professional sensorineural hearing loss]. Vestn Otorinolaringol. 2021;
6.Jiang Z, et al. Identifying genetic risk variants associated with noise-induced hearing loss based on a novel strategy for evaluating
individual susceptibility. 2021.



i NMHeBMOKOHUO3bI

NMHEeBMOKOHMUO3bl — MpodeccroHanbHble 3a60MeBaHnA Nerkux, Bbi3BaHHble O/UTENbHbIM BAObIXaHWEM BbICOKMX
KOHUEHTPpaLUUin HeopraHMYeCcKoM Mblin. NMHEBMOKOHMO3bl XapaKTepU3yHTCH XPOHUYECKUM ANdPY3HBbIM acenTUYECKUM
BOCMANIUTENbHbBIM MPOLLECCOM B NIeroYHOM TKaHU C pas3BUTMEM MHeBMobmnbpo3a. Bonee 60% crnydaeB 3aboneBaHUi,
CBfI3aHHbIX C MpPodeccUoHanbHbIM BO3OENCTBMEM MPOMbILWIEHHbIX Mbler U aspo3oseir 06ycnoBNeHo BO3OENCTBUEM
GUBPOreHHbIX Mblfien, CoaepKaLLUMX AMOKCUO, KPEMHUSA, CUMMKATDI, YaCTULLbl PA3NIMYHbBIX METaNMoB, CriaBoB 1 Ap. MNog
GUBPOreHHOCTbIO MOHMMAIOT CBOMCTBO YacTUL, Mbi/IW BbI3biBaTb YCUMEHHbIN CHMHTE3 6erika KosslareHa B CTPyKType
Nerkmx.

®dakTopbl, CNOCO6CTBYIOLUUE PAa3BUTUIO 3a60M1€BaHUS:
dunbporeHHasa HeopraHMyeckas Mblfib PasIMYHOIO COCTaBa (AMOKCMA, KPeMHUS, KBapLLeBas Mbisib);
reHeTndecKkas NpenpacrnonoXeHHOCTb.

MposBneHue 3a6oneBaHUa U caMOAUArHOCTUKa:

OObILLKS;

Kallenb;

CTecHeHU1e B rpyam wunu xpunoi,

LMaHO3 (CUHIOLLIHaA OKpacKa KOXU WM CAM3UCTbIX OBOMOoYeK, YyKasbiBalollad Ha TO, YTO TKaHM Mony4yatoT
HeooCTaTOYHOE KOMMYECTBO KUCNOPOaa);

KpOBOXapKaHbe;

HOYHaa NOTIMBOCTb (pPenKo).

B OaHHOM pasfene U3ydyeHO 6 TeHeTUYeCKUX BapUaHTOB, KOTOPble CBfI3aHbl C PWUCKOM BO3HWMKHOBEHWSA
MHEBMOKOHWO30B.

BrnaronpuaTHble reHeTUYeCKMe BapMaHTbl CHMXKAIOT PUCK BOSHUKHOBEHUS MHEBMOKOHMO30B WM MOTMYT UIPaTh 3alUUTHYIO
Ponb. He6r|aror|p|/|;|THb|e reHeTn4yecKme BapmaHTbl MOBbILLAOT PUCK BO3SHUKHOBEHNA MHEBMOKOHMO3O0B.

MUCCNEAOYEMDIE FEHbI: FASLG, IL12RBI, IL1B, NLRP3, TGFBI (BSD2)

leH Viccnepyembliin mnonmmMopdursm Baw reHoTmn
FASLG rs763110 cc

ILT12RB1 rs419540 cc

LB rs1143634 GG

NLRP3 rs1539019

NLRP3 rs34298354 cc

TGFB1 (B9D2) rs1800469 AA



PE3YJIbTAT:

Y Bac uaeHTUdMUMpoBaHo 1 He61aroNnpUATHbLIN BapuaHT U5 61aronpUsATHbIX BapMaHTOB.

[ ——

3AKJTIOMEHMUE:

Y Bac BbiIBlIeH HU3KUI PUCK BO3HUKHOBEHUS MHEBMOKOHMO30B NpU He6NnaronpusaTHbIX
ycnoBusXx Tpyaa.

NPEAYNPEXAOAIOLWUNE MEPDBI U MPODPUTTAKTUKA MHEBMOKOHWMO30B:

npoxoxaeHwe npenBapuTeNbHbIX (MPU MOCTYNAeHWU Ha paboTy) U MepuogUYecKUX MeanLUHCKNX
OCMOTPOB COMMacHo Npurkaly MuHTpyna Poccuun, MuHsgpasa Poccum N2 1420H ot 31.12.2020 r. «O6 yTBEPKOEHUM
nepeyHer BpeOHbIX W (MNKM) OMacHbIX MPOW3BOACTBEHHbIX (GaKTOPOB W PaboT, MNPV BbIMOMHEHUU KOTOPbLIX
npoBoaaTca obfa3aTesbHble MNpedBapuTenbHble MeOULMHCKME OCMOTPbl MPW MOCTYMIeHUM Ha paboTy W
nepuoanyecKkne MeauLMHCKMe OCMOTPbI;

npoBedeHMe NIaHOBOro NEPUOANYECKOTO MeULIMHCKOrO OCMOTPa BCEX PAaOOTHUKOB;

SNMMUHALMSA 3TUONOrMYeCcKoro GakTopa MoCPencTBOM 3aMeHbl 6onee GUOPOreHHbIX MaTepuanoB Ha
MeHee GPNOBPOreHHbIE;

NPUMeHEeHUe PecnmMpaTopos;

OTKa3 OT KypeHus,

BaKUMHaLMS,

nepeBof YenoBeKa C KNIMHUYECKUMU MPU3HaKaMM MHEBMOKOHMO3a Ha APYryto paboTy.

Hay4yHas nuTtepatypa:
1. MpodeccuoHanbHas natonorusa. HaumnmoHanbHoe pykoBoacTso / nop ped. H.®. M3meposa. M.: FI20TAP-Meaua, 2011;
2. Cullinan P, Reid P. Pneumoconiosis. Prim Care Respir J. 2013;
3. Hall NB, et al. Continued increase in prevalence of r-type opacities among underground coal miners in the USA. 2019;
4. Blackley DJ, et al. Small mine size is associated with lung function abnormality and pneumoconiosis among underground coal miners
in Kentucky, Virginia and West Virginia. 2014;
5.3Ji X, et al. Polymorphisms in inflammasome genes and risk of coal workers' pneumoconiosis in a Chinese population. 2012;
6. Wu MF, et al. NLRP3 inflammmasome is attenuated in patients with Mycobacterium avium complex lung disease and correlated with
decreased interleukin-1? response and host susceptibility. 2019;
7.3Jin C, et al. Multi-omics and multi-stages integration identified a novel variant associated with silicosis risk. 2024.



L MMoacHNU4YHO-KpecTLoBaa paaukKynonaTtumsa

MosACHUYHO-KpecTLUoBasa paauKynonatusa (KOMMpecCUOHHO-ULLEMUUYECKUN CUHAPOM) - npodeccroHasbHas
KOMMPEeCCUs MOACHUYHbBIX U/MAM  MepBOro KPecToBOro CMMHHOMO3IMOBOMO KOPELLKOB, BK/IOYAA KOMMOHEHTbI
MEXXMO3BOHKOBOIO [OMCKa (MPOTPpy3us, 3KCTpy3ua). 3abonesBaHue npoasngetrcd 60/blo U/MUAN YyBCTBUTENbHbIMM
PacCTPOMCTBAMM B COOTBETCTBYIOLMX [OepMaTtoMax (ydacTKM KOXXM C CEeHCOpHbIMUM HepBamu), crabocTbio B
COOTBETCTBYIOLLMX MMOTOMaxX (rpynmax Mbill, WHHEPBUPYEMbIX OBWraTe/lbHbIMWU BOMIOKHAaMW OOHOMO HEPBHOMO
KOpeLlKa), CHMXEHUEM UMM YyTPaTOM KOSTEHHOIO UKW axusoBa pedrekca. MNpodeccroHanbHas NogCHUYHO-KpecTLoBas
paouKynonaTia pa3BMBaETCA B pesysbraTe BO3LAEMCTBMS THXECTM Bbille OO0MYCTUMbIX MoKasatenen u/unu oéliemn
BMGpaLMKM paBoumx MeCT Bbille NpeaenbHO A0MYCTUMbIX YPOBHEWN.

®dakTopbl, cCNOCO6CTBYIOLLUME Pa3BUTUIO 3a60neBaHUs:

6onbllag Macca NOAHMMAEMOro 1 NepemMeLLaeMoro rpysa;

60MNbLLIOE YNCIO CTEPEOTUMHbBIX PABOUUX ABUIKEHU I,

BbICOKas CTaTUyecKasa Harpyska;

BbIHY)KOAEHHasa paboyaa no3a (3aBUCUT OT [yOMHbI M YacTOTbl HaK/OHa KOpryca, nepemMelleHus B
MPOCTPaHCTBE, CoYeTaHMa c obLLen BUbpaumnen);

reHeTMYeckas NpenpacrnonoyKeHHOCTb.

MNMposiBneHue 3a6051eBaHUA U CAaMOAUArHOCTUKa:
60/1b B HUYKHEM YacTu CMMHbI C MppaguaLmen B Hory;,
UYBCTBUTEbHbIE PACCTPOMCTBA B COOTBETCTBYIOLLMX AepPMaToOMaX;
cnaboCTb B COOTBETCTBYOLLMX MPyMMax MbiLL, (MMOTOMaX);
CHWYKEHME UM OTCYTCTBUE KOSTEHHOIO NGO axmsiioBa pedrieKcos;
MOSOYKMUTENBbHbBIE CUMMTOMbI HaTAXEeHMSA CIMHHOMO3IOBbIX KOPELLKOB.

B OaHHOM pasfene U3ydyeHO 7 TeHeTUYeCKUX BapUaHTOB, KOTOPble CBfI3aHbl C PWUCKOM BO3HWMKHOBEHWSA
I'IOQCHVI‘-IHO-erCTLLOBOI?I pPagunkKynonatnwn.
EJ'IaFOI'IpMF!THbIe reHeTnyeckme BapmMaHTbl CHNXXAKOT PUCK BO3HUMKHOBEHNA I'IOF!CHI/ILIHO-erCTLI,OBOlh pagunkKynonaTtnm 1
MOryT UrpaTb 3allUTHYIO pPOJib. He6naror|p|/|qTHb|e reHeTn4yecCckne BapUMaHTbl MOBbIWAT PUCK BO3HUMKHOBEHUNA
I'IOFICHI/ILIHO-erCTLJ,OBOlz paankKynonatnu.

MUCCNEAOYEMDIE NEHbI: ACAN, IL1A, VDR, psaom c COL9AI, psgom c COL9A2

leH Viccnepyembii monmMopduram Baw reHoTtun
ACAN rs939587 cc

IL1A rs1800587 GG

VDR rs2228570

VDR rs731236 AA

VDR rs7975232 cc

psiaomMm ¢ COL9AT rs696990 TT

psiaom c COL9A2 rs449541 T



PE3YJIbTAT:

Y Bac uaeHTUdMUMpoBaHOo 1 He61aroNnpUATHbLIN BapuaHT U 6 61aronpuUATHLIX BAPUaHTOB.

-.

3AKJTIOMEHMUE:

Y Bac BbiIBlIieH HU3KUI PUCK BO3HUKHOBEHMUS MOACHUYHO-KPECTLLOBOW paguKyionaTtum npum
He6aronpUATHbLIX YCIIOBUAX TpyAaa.

NPEAYNPEXXOAIOLWME MEPbI U MPO®UNAKTUKA MOACHUYHO-KPECTLLOBOM
PAOUKYJTOMNATUW:

npoxoxaeHwe npenBapuTeNbHbIX (MPU MOCTYNAeHWU Ha paboTy) U MepuogUYecKUX MeanLUHCKNX
OCMOTPOB COMMacHo Npurkaly MuHTpyna Poccuun, MuHsgpasa Poccum N2 1420H ot 31.12.2020 r. «O6 yTBEPKOEHUMN
nepeyHer BpeOHbIX W (MNKM) OMacHbIX MPOW3BOACTBEHHbIX (GaKTOPOB W PaboT, MNPV BbIMOMHEHUU KOTOPbLIX
npoBoaaTca obfa3aTesbHble MNpedBapuTenbHble MeOULMHCKME OCMOTPbl MPW MOCTYMIeHUM Ha paboTy W
nepuoanyecKkne MeauLMHCKMe OCMOTPbI;

VCKITIOYEHUE YPpE3MEPHbIX PUIUYECKMX HArPY30K U MepeoxnarkaeHns;

VICKIIOYEHUe ONUTENbHbIX CTaTUYECKUX Harpy3o0Kk;

ppobneHne rpysa 49 nogbeMa W MnepeMeLleHns, MaKCUMalbHOe CHWDKEHUE MacCbl MHCTPYMEHT],
MCMOMb3yeMoro B paboTe;

3aHATUS NeYebHOM MIMMHACTUKOM, M1aBaHUEM, MeLume MPorysKy;

cobMofeHne  CaHUTAPHO-TUIMEHMYECKMX  HOPMaTMBOB Ha paboyeM  MecTe,  WCKOYaoLLMX
HebnaronpuaTHoe Bo3aencTBMe obLLen BUOpaL MM Ha paboTatoLmx;

nepeBof YenoBeKa C KNMHUYECKMMUN MPU3HaKaMm MOACHUYHO-KPECTLLIOBOM PaauKynonaTrm Ha Opyryto

paboTy.

Hay4yHas nuTtepatypa:

1. Zhang H, et al. Association of Single Nucleotide Polymorphism rs2228570 with Lumbar Disc Degeneration: A Case-Control Study and
Meta-Analysis. 2027;

2. Hanaei S, et al. Genetic aspects of intervertebral disc degeneration. 2015.



COVID-19

HOBYIO KOPOHABUPYCHYIO
MH®DEKLINIO COVID-19, KOTOPASA
NEPEOAETCH OT HENNOBEKA K
YEJ/TOBEKY, BbI3bIBAET BUPYC SARS-
COV-2 13 reynnbl KOPOHABUPYCOB.

Mpw 3apaxeHUM NOABIATCA rPUNNONoAoBHbIe
CMMMNTOMBI: MOBbILUEHWE TEMMEPATYPbI TENa, CYXoM
Kallenb 1 yToMNaeMocTb. Takxe 60MbHble 4acTo
XanyrTcs Ha ronoBHyo 60nb, 6onb B ropne v MbllLAX,
noTepto BKyca 1 06oHAHKSA. B paae cnydaes MoxeT
pa3BKBaTbCA BOCManeHme nerkmx (MHeBMoHm1a),
HapylleHne CBepTbiBaeMOCTU KPOBU, HapyLUeHUe
$YHKUMK OPraHoB W CUCTEM — Yallle BCero cepaeyvHo-
CcoCcyAMcToM 1 HepBHOW. Mpu COVID-19 Hanbonee
OonacHbIM NPOABNEHMEM ABNASTCA TaK Ha3blBaeMblM
«LUMTOKMHOBBIN LUTOPM». LIMTOKMHOBBIW LUTOPM - 3TO
M36bITOYHAA peakumsa MMMYHHOW CUCTEMBbI, KOTopas
MNPUBOOUT K TAXKENOMY MOPAXKEHWIO NErOHYHON TKaHW,
OPYTUX OPraHoB U CUCTEM KM BbICTPOMY YXyALLEH IO
COCTOAAHUA 6ONbHOTO.

Ta)KecTb TeHeHWs HOBOW KOPOHaBWPYCHOM MHbeKUMn
3aBUCKUT OT HECKONbKMUX HaKTOpOoB. YTO6bI OLIEHUTL

PUCKH, B NepBYKO ovepelb Heo6xoaMMo YYUTbIBATb

COCTOSIHME 300POBbs YeNoBeKa Ha MOMeHT 3aboneBaHms.
BaxHyt0o posib UrpatoT XxapakKTepHCTUKK CaMoro BMpyca:
€ro NaToreHHoCTb, T.e. CMOCOBHOCTL Bbl3bIBaTh
3aboneBaHWe; BUPYIEHTHOCTb, T.€. CTEMEHb NaTOreHHOCTH
WK KONMMYeCcTBO BUpPYCa, Heo6xoarmoe A9 3aparkeHns;
MHBa3WBHOCTb, T.€. CMOCOBHOCTb MPOHKKaTb BO
BHYTPEHHUE cpefbl opraHu3smMa. bonee Toro,
BOCMPUUMUYMBOCTb K BUPYCY W OTBET OpraHu3Ma Ha Hero
TakK»Ke 3aBUCAT OT FreHeTUYEeCKMX ocobeHHocTen
3aboneswero.

VHbopMauma o Ballux reHeTUYeCKMX OCOBEHHOCTSX
MNOCNYXXWUT AONONHUTENBHBIM MHCTPYMEHTOM flevallemy
Bpa4y Npu NporHo3nMpoBaHUKM PUCKa PasBUTUA TAXKENOIo
TedeHuns COVID-19 1 No3BONUT CBOEBPEMEHHO
NPeanpUHATL HEOBXOAUMbIE Mepbl AN €0 CHUMKEHKS.



BALL PE3YJIbTAT:

NnoJINMOP- BALL

NMPU3HAK BAPUAHTbF* S3AKJ/TIOMEHUE

DdU3M FEHOTUN

COoVID-19

Puck nHdMLMpoBaHmna TT
HOBOW KOPOHAaBMPYCHOM rs11919389 TC TC HebnaronpuaTHbIN BapuaHT

nHdeKkumen CcC

CcC
ABO rs529565 CT CT He6naronpuaTtHblA BapuaHT

TT

GG
DPPY9 rs2109069 GA GG BnaronpuaTtHbIM BapuaHT

AA

AA
FOXP4-AST rs1886814 AC AA BnaronpuaTtHbIM BapuaHT

cc

TT
LZTFLT rs10490770 TC TT BnaronpuaTtHbIM BapuaHT

cc

GG
OASI rs10774671 GA GA He6naronpuaTHblX BapuaHT

AA

GG
PLEKHA4 rs4801778 GT GG BnaronpuaTtHbIv BapuaHT

TT

GG
SLC6A20 rs2271616 GT GG BnaronpuaTtHbIM BapuaHT

T

Puck passutua cc

«UMTOKMHOBOTO WTOPMa» rs77534576 CT cC BnaronpuaTtHbIM BapuaHT

npuv 3a6oneBaHM HOBOM T

KOPOHaBWPYCHOM

nHbekumemn
GG

DPP9 rs2109069 GA GG BnaronpuaTtHbIM BapuaHT

AA

TT
IFNAR2 rs13050728 TC TC He6naronpuaTHbl BapuaHT

cc

TT
LZTFL1 rs10490770 TC T BnaronpumaTtHbIM BapuaHT

cC

GG
OAST rs10774671 GA GA He6naronpuaTHbl BapraHT

AA

RAVERI rs74956615 AT TT He6naronpuaTtHblA BapuaHT
TT

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.
OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.
*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



NnoJINMOP- BALL

NMPU3HAK BAPUAHTbF* S3AKJ/TIOMEHUE

DdU3M FEHOTUN

COoVID-19

Puck cpegHeTsh>xenoro n cc
TSHKENOro Te4eHnd ABO rs529565 CT CcT He6naronpuaTHbI BapuaHT
HOBOW KOPOHaBWPYCHOMN T
nHbeKUMU
GG
DPP9 rs2109069 GA GG BnaronpuaTtHbIM BapuaHT
AA

AA
FOXP4-AST rs1886814 AC AA BnaronpuaTtHbIM BapuaHT

CcC

TT
IFNAR2 rs13050728 TC TC He6naronpuaTtHbl BapuaHT

cC

TT
KANSLT rs1819040 TA TT BnaronpuaTtHbIM BapuaHT

AA

TT
LZTFL1 rs10490770 TC T BnaronpuaTtHbIM BapuaHT

cC

G/G
LZTFL1 rs11385942 G/GA G/G BnaronpuaTtHbIM BapuaHT

GA/GA

GG
OAST] rs10774671 GA GA He6naronpuaTtHbl BapuaHT

AA

RAVERI rs74956615 AT TT He6naronpuaTHbl BapraHT
TT

TT
TMEMG65 rs72711165 TC TT BnaronpuaTtHbIM BapuaHT

cc

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



i PucKk MHPULMPOBAHUA HOBOM
KOPOHAaBUPYCHOU UHPEKUUNEN

B naHHOM pasfene Usy4yeHo 8 reHETUYECKMX BapPUAHTOB, KOTOPbIE CBA3aHbl C PUCKOM MHOULMPOBAHUS HOBOM
KOPOHaBUPYCHOM MHPEKLMEN.

BnaronpuaTHble reHeTUYeCKMe BapUaHTbl CHMXKAIOT PUCK MHPULMPOBAHMA HOBOW KOPOHAPBUPYCHOM UHEKLMEN U
MOFYT UIrPaTb 3aLLUUTHYIO Pornb. HeGnaronpuaTHble reHETUYECKME BapUaHTbl MOBbILLIAT PUCK MHOULIMPOBaHWA HOBOM
KOPOHaBUPYCHOM MHPEKLMEN.

MNCCNEAYEMDIE TEHbI: ABO, DPP9, FOXP4-ASI1, LZTFL1, OAST, PLEKHA4, SLC6A20

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

ABO rs529565 CcT

DPP9 rs2109069 GG

FOXP4-AS1 rs1886814 AA

LZTFL1 rs10490770 T

OAST rs10774671 GA

PLEKHA4 rs4801778 GG

SLC6A20 rs2271616 GG
rs11919389 TC

PE3YJIbTAT:

Y Bac ugeHTMdULMpOoBaHO 3 He6aronpuaTHbIX BapMaHTa U 5 6/1aronpuaTHbIX BApUaHTOB.
3 s

3AKJTIOMEHMUE:

Y Bac BbiiBNIeH HU3KUA PUCK UHPULMPOBAHUA HOBOM KOPOHABUPYCHOMN UHEKLUEN.



L PUCK pa3BUTUSA «LI,MTOKMHOBOFO LIJTOpMa» npu

3a6oneBaHUU HOBOU KOPOHABUPYCHOM
nHeKuunen

B naHHOM pasfene U3y4yeHo 6 reHETUYECKUX BapPMaHTOB, KOTOPbIE CBA3aHbl C PUCKOM PasBUTUA «LLUTOKUMHOBOTO
LITopMa» Ha oHe MHOULIMPOBaAHMA HOBOW KOPOHAaBUPYCHOM MHPEKLMEN.

BnaronpuaTHble BapUaHTbl CHMXAIOT BEPOATHOCTb PasBUTUA «LLUTOKMHOBOTO LUTOPMa». HebnaronpusaTHble MOBbILLAOT
BEPOATHOCTb Pa3BUTUA «LIMTOKMHOBOIO LUTOPMa» Ha GOHE MHPULIMPOBAHMA HOBOWM KOPOHaBUPYCHOM MHbeKLMEN.

MCCNEAOYEMDIE T'EHbI: DPP9, IFNAR2, LZTFL1, OASI, RAVERI

leH Viccnepyemblin mnonmMopdursm Baw reHoTmn

DPP9 rs2109069 GG

IFNAR2 rs13050728 TC

LZTFL1 rs10490770 TT

OAST rs10774671 GA

RAVER1 rs74956615 T
rs77534576 cc

PE3YJIbTAT:

Y Bac uaeHTMdGULMPOBaHO 3 He6aronpudaTHbIX BapuMaHTa U 3 6/1aronpusaTHbIX BapuaHTa.

: - R—

3AKJTIOMEHMUE:

Y Bac BbiIBJIeH cpeAHUN PUCK Pa3BUTUSA «LLUTOKUHOBOIO LUTOPMa» Npu 3a6oneBaHunu
HOBOM KOPOHAaBUPYCHOM MHPEKLUUNEN.



L PUCK cpeaAHeTSXKEesIOro U TSHKesZIoro TedyeHus
HOBOM KOPOHaBUPYCHON UHPEeKLUUMn

B naHHOM pasgene npefcraBneHo 10 reHeTUYECKMX BapUaHTOB, KOTOPbIE CBA3aHbI CO CPEAHETANKENbBIM U TAXKENbIM
TeYeHMEM HOBOWM KOPOHaBUPYCHOM MHbEKLUN.

BJ'IaFOI'IpVIFITHbIe BapMaHTbl CHNXAKOT BEPOATHOCTb CpeQHETAXKENOro N TAXKeNoro Te4eHn4d HOBOWM KOpOHaBVIpyCHOlZ

MHbeKUMK. HeBnaronpuaTHble BapMaHTbl MOBbLILLAKOT PUCKU CPELHETAMENONO M TAXKENOro TeYEHUS HOBOW
KOPOHaBUPYCHOM MHPEKLMI.

MCCNEAOYEMDIE N'EHbI: ABO, DPP9, FOXP4-ASI1, IFNAR2, KANSL]1, LZTFL1, OAS1, RAVER1, TMEM65

[eH MccnepyemMbln monnMopdusm Baw reHoTtvn
ABO rs529565 CcT
DPP9 rs2109069 GG
FOXP4-AS1 rs1886814 AA
IFNAR2 rs13050728 TC
KANSL1 rs1819040 T
LZTFL1 rs10490770 TT
LZTFL1 rs11385942 G/G
OAST rs10774671 GA
RAVER1 rs74956615 T
TMEMG65 rs72711165 T

PE3YJIbTAT:

Y Bac uaeHTUPMUMPOBaHO 4 HE6NaronpusaTHbIX BapMaHTa U 6 61aronpusTHbIX BApUaHTOB.
‘ [

3AKJTIOMEHMUE:

Y Bac BbiIBNNIeH HU3KUI PUCK CPeaHETAXKENIOro U TSHXXesioro Te4eHus HoBom
KOpPOHaBUPYCHOMN UHPEKLUN.



MPODPUITAKTUKA COVID-19:

Ob6Lne peKoMeHaauum:

019 CHUYKEH WA PUCKa 3apaXKeHUs HOBOM KOPOHaBUPYCHOM MHbeKLMe Heo6XxoaAnMo cobnoaaTh
MPOTUBO3MNUAEMUYECKNE MEPOMPUATUS. COLMarbHasa ANCTaHLNA He MeHee 1,5 MeTPOB, HOLLEHWE MacKM B JIIOAHbIX
MecTax, 06paboTKa pyK aHTUCENTUKAMM.

MpY MOAO3PEHUN Ha 3apaXkeHne HOBOWM KOPOHABUPYCHOM MHbeKLMeN HeOBXOANMO 06PaTUTLCA K Bpady U
MponTM 06CcnefoBaHua N9 MOATBEPIKAEHUS UMU UCKTIOYEHUS MHPULIMPOBAHMA.

MpY MOATBEPXKAEH WM 3apaXKeHUss HOBOM KOPOHABUPYCHOM MHMEKLMEN HEOBXOAMMO NPUOEPIKNBATLCS
BpadebHbIX peKoOMeHaaLnI U He 3aHMMaTbCca caMmosedeHreM. Mpu yxyaLeHUr COCTOAHMS (MosiBeH e OO bILLKM,
BblCOKad TeMnepaTypa 6onee 38°, 3aTpyAHEHMS NPU AblXaHWK, YyBCTBO HEXBATKM BO3/yXa) HEOBXOAMMO CBA3aTbCA
C NnevyallmM Bpa4yoM Ad peLleHnsa Bonpoca O KOPpPEeKLMM NedeHna.

MpW OTCYTCTBUM MPOTUBOMOKa3aHMIM HEO6XOAMMO BaKLIMHNPOBATLCH MPOTUB HOBOM KOPOHaBMPYCHOM
MHObEKLMM BHE 3aBUCUMOCTM OT FEHETUYECKMX OCOBEHHOCTEN, OMMUCaHHbIX B JaHHOM pasfaene.

npu 3a601eBaHnM HOBOW KOPOHAaBMPYCHOM MHbEKLMeN 03HaKOMbTE fledalllero Bpada ¢ AaHHbIMM
reHeTUYeCcKoro nccnegoBaHmus.




. 'TEHETUMECKUE OCOBEHHOCTHU

N OBPA3 XXU3HU

B 3ToM pa3pene Bbl y3HaeTe KaK reHeTukKa BJIMSET Ha Bawly

NoBCeAHEBHYIO YXU3Hb.
NMoHUMaHWe reHeTUYEeCKUX OCO6eHHOCTEeM B 3TOM KOHTEKCTe
no3BonsieT He TONbKO OMNTUMU3UPOBATb U CKOPPEKTUpPOBaTb
noBcegHeBHble NPUBbIYKM, (o) n pa3pabaTbiBaTb
nepcoHasibHble pPeKoMeHAauun pAna - ynydweHus ob6uero
CaMOUYBCTBUS U KauecTBa Xu3HuU. UHbopmauuma B paspgene
MOMOXXeT COeAUHUTb Bally NMOBCEAHEBHYIO PYTUHY U Hayu4Hble
3HaHuUA, co3paBad nepCcoHarIM3upPoOBaHHbIN noaxopn,
K 340POBOMY O6pa3y XU3HMU.

COAEPXAHUE PA3OENA

HYTPUTEHETUKA

Bbl y3HaeTe, Kak Baluu reHbl BIMAIOT Ha yCBOEHME NUTaTeNbHbIX BELLECTB, MULLIEBbIE HEMEePEHOCUMMOCTH,
UMHAOMBMOYaNbHble NOTPEBHOCTM B AMeTe,a TakKe AaAnM PeKOMeHAaUMm No KOppeKUMM paLmoHa
nuTaHM4A.

CMNOPT U KPACOTA

Bbl MO3HaKOMUTECH C TeM, KaK Balluun reHeTu4eckme oCoOBeHHOCTU BNUAIOT Ha GU3MYECKYIO aKTUBHOCTb U
nogaepXaHme KpacoTbl. Ha OCHOBaHMM NOMyYeHHbIX AaHHbIX Mbl MPEANIONUM peKoMeHaaLnm no
TPEHUPOBKAM U yX0o[y 3a KOXeM.

FEHETUKA B MOBCEOHEBHOM YXU3HU

Bbl y3HaeTe, Kak reHeTUKa BNuseT Ha Ballu NpuBbIYKK, MPELNoUTEHMS U faKe YepTbl XapaKTepa.

FEHETUKA NMPOUCXOXOEHUNA cTp. 277

Bbl cMOYKeTe NpocnegmnTb MUrpaLLMOHHbIE MYTW CBOUX MPEOKOB Ha MMPOBOM KapTe, YTO MOMOXKET rny6>+<e
MOHATb UCTOPUIO CBOEN CEMbU M CBA3b C MPeaKamMu.



I'IMTAH

*‘1‘]‘\‘

/

BcTaB u3-3a ctona ronogHbIM, Bbl
Haeincb; €C/IM Bbl BCTaeTe HaeBLWWUCb
— Bbl Nepeenu; eciin Bbl BCTaeTe

nepeeBwuM — Bbl OTpaBUJTUCD.

AHTOH YexoB

HyTpureHeTMKa — ofiH M3 Haubosiee MOMNOAbLIX Pa3aeoB reHeTUKM, KOTOPbIN
M3y4daeT BIUAHWE MTeHETUYECKMX BapraHTOB Ha YCBOEHME M MeTaboNMM3M MULLEBbIX
BELLECTB (HYTPUEHTOB) U MX BNIUSHME Ha 300PO0BbE.

HyTpureHeTrKa no3BofgeT OLUEeHMUTb CKNNOHHOCTb K PasBUTUio AedumTta BUTaMUHOB,
MWHEPanoB U APYIrMX HYTPUEHTOB, @ TaKXKe BbIaBUTbL NPeUMyLLLecTBa npmema Tex mnm
MHbIX HYTPWEHTOB A9 3A0PO0BbS; HEMEPEHOCKMMOCTU HEKOTOPLIX MMLLEBBIX MPOAYKTOB;
MoMoYb B pa3paboTke ONTUManbHOW AMETHI.

Ba)XHO y4UTbIBATh, YTO AaHHbLIW pa3fen He CoOaepPXKUT peKoMeHaauuii no
AOMONHUTENBHOMY NPUeMy BUONOrMYecK akTUBHbIX BELLECTB U BUTAMUHHO-
MUHepPanbHbIX KOMMIEKCOB. 33 peKOMeHOAUMAMU MO UX NMPpUeMy Heobxoammo
obpaTnThCAa K Baliemy Bpauy.



BALL PE3YJIbTAT:

NnoJINMOP- BALL

NMPU3HAK BAPUAHTbF* S3AKJ/TIOMEHUE

DdU3M FEHOTUN

MuweBas nepeHoCUMoOCTb

CT
Anneprusa Ha MOOKO STAT6 rs324015 cC cC Bes ocobeHHocTEN
TT
r TT
ER MR SRR FADSI1 rs174547 TC TC Bo3MOXHbIN oedunumt
Kucnota
cC
AG
Oeduumnt xenesa TF rs1799899 AA GG Bes ocobeHHoCTEM
GG
AA
ANroMo-ramMma-nHoneH PDXDCI rs4985155 GG AG BO3MOXHbIM AepULmT
oBag KMUcnoTa
AG
TC
HokosanenTaeHosan GCKR rs780094 T cc Bo3MoxHbIW nedunuymt
KucnoTa
cc
TC
JInHoneBas KMcnoTa FADSI1 rs174550 CcC TC Bo3MoxkHbIV oedunuymt
TT
CcC
MepeHocHMocCTb roTeHa HLA-DRBIT*0301 rs2187668 TT cC Bes ocobeHHocTeM
CT
n cC N
epeHOCUMOCTb AMY] rsT1577390 T cc pPEeapPacnoNoXXeHHOCTb K
Kpaxmana HenepeHoOCKMOCTU
CT
AG n
MepeHOCMMOCTb NaKTO3bI MCM6 rs4988235 GG GG PEAPACTONOKEHHOCTL K
HenepeHoOCKMMOoCTU
AA
[MoTpebneHune CcC
MOAMHEHAaCbILLLEHHbIX FADSI rs174546 TC TC Bo3MoxkHbIV oedunuymt
XUPHbIX KNCNOT TT
Motpe6 ee
OTPEOHOCTD B SOoD2 rs4880 AA GG Bo3MoxHbIV nedunuymt
aHTUOKCUOAHTax
AG
GG
[MoTpeBHOCTb B KanbLinmM CASR rs17251221 AG AA Bo3MOXHbIN oedunumt
AA
Motpe6 ce
OTPEOHOCTD B COQ4 1766317663 ™ cc Bes ocobeHHocTeln
KO3H3MMe Q10
CT
Motpe6 i
CriPEei-eers & BCMOI1 rs6564851 GT GG Bo3MOXHbIN oedunumt
NMKOMUHe GG

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



NnoJINMOP- BALL

NMPU3HAK BAPUAHTbF* S3AKJ/TIOMEHUE

DdU3M FEHOTUN

MuweBas nepeHoCUMoOCTb

CT
[MoTpeBHOCTb B NtoTEUHE BCO1 rs7501331 TT CT Bes ocobeHHoCTEM
CcC
CT
[MoTpeBHOCTb B MarHmm TRPM6 rs1144134 TT TT Bo3MoxHbIV oedunumt
CcC
GT
[MoTpeBHOCTb B Meau SELENBPI] rs2769264 GG T Bes ocobeHHoCcTEN
TT
CcC
[MoTpeBHOCTb B ceneHe SELENOF rs561104 T CT Bo3MOXHbIN oedunumt
CT
AA
[MoTpebHoCTb B dpocdope CSTA rs17265703 GG AA Be3 ocobeHHocTeM
AG
AA
[MoTpeBHOCTb B LIMHKe SLC39A4 rs1057523837 GA GG Be3 ocobeHHoCTEM
GG
m CIIORF30/LRRC c M
penpacnonoXXeHHoCTb 17936434 cc cG pegpaCﬂO{TOMEH HOCTb K
K MULLEBOM anneprnm 32 GG nuLLeBOW anneprm
N AA o
penmMyulecTtBo 5 TEAP2B rs987237 GG GG € BblAB/IEHO MNnpe Mj\/\y\_u,eCTBa
BbICOKOGENKOBOWM AMEThI AG BbICOKO6ETKOBOM AMNETbI
n AA ,
peMMyLLleCTBf) LIPC rs2070895 GG GA € BblAB1EeHO I‘\pe\f\MyLU,eCTBa
HU3KOXMPOBOM ANETHI GA HU3KOXXMPOBOW AMETbI
n AA n
penMyLLEeCTBO § LIPE 15814628 GG AA pel/IMyLLLeC'[BO
HWU3KOYrNeBo4HOW AUNETDI AG HW3KOYI1eBOAHOM ANETDI
Mpenmyliectso i He BbigBMeHO NpenMyLLecTBa
cpean3eMHOMOPCKOWM TCF7L2 rs7903146 cc cc P yul
CcCpean3eMHOMOPCKOM ANETDI
oveTbl CT
TC M
YyBCTBO HacbILLEeHWS MC4R rs17782313 cc TC €ANeHHasn CkopocTb
HacblLLeHUs
TT
39 TT
ViKosaneHTaeHoBas FADSI rs174547 cT cT BO3MOXKHbI AeduumT
KucnoTta
cc
nOTpeﬁHOCTb B BUTaMUHaX
MoTpe6 ce
OTPebHOCTL B SLC23A1 rs33972313 TT cC Be3 ocobeHHoCTEMN
BUTaMmHe C cT

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



NnoJINMOP- BALL

NMPU3HAK BAPUAHTbF* S3AKJ/TIOMEHUE

DdU3M FEHOTUN

nOTpesHOCTb B BUTaMUHaX

T
MoTpeGHocTb B GC rs2282679 GG GT Bo3MOXHbIN fedunumt
ButammnHe D
GT
n . CcT
OIRCCRCCIEE NKAIN3 rs7834588 cc cc Bes ocobeHHocTel
BuTamMuHe E
TT
Motpe6 ce
OTpebHoCTb 8 VKORCT 1s7294 cT cT BosMOxHbIN AedrLnT
BuTamMmnHe K
TT
n . AA
PSS BCMOT rs12934922 TT AA Bes ocobeHHocTew
BUTaMmnHe A
AT
n 6 AA
OTPebHOCTE B FUT2 rs602662 GG AA Bes ocobeHHocTel
BUTamMunHe BI2
AG
MoTpe6 o
OTPEOHOCTL B MTHFR rs1801133 GA GA Bo3MOXHbI Aeduumt
BUTaMunHe B2
GG
Motpe6 .
OTpebHOCTb B PANK4 rs7535528 GG GG Bes ocobeHHoCTEM
BUTaMmnHe B5
GA
MoTpe6 o
OTPebHOCTb B BTD rs7651039 T TC BO3MOXHbIN AepnLmT
BUTamMunHe B7
TC
Motpe6 .
OTPEOHOCTL B MTHFR rs1801133 GA GA BO3MOXHbIN AedUUMT
BUTaMuHe B9 GG

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



e Anneprua Ha MOJ1IOKO

Annepruyeckas peakuma Ha MOMOKO, TOYHee anneprnsa Ha 6eNoK KOPOBbErO MOMOK], MPUHLMMMANBbHO OT/IMYAETCA OT
HenepeHOCUMOCTUM NaKTo3bl. INPK anaeprm Ha MOTOKO BO3HUKAET U36bITOYHAA peaKLMa MMMYHHOM CUCTEMbI Ha 6eMoK
KOPOBbEro MosoKa.

CUMMTOMBI aneprum nocne yrnotTpebaeHmsa MooKa U MOMOYHbIX MPOAYKTOB MOMYT HaYMHATbCA B TeueHne
HECKOMbKUX MUHYT WUTM HECKOMbKKMX YacoB Mocne ynoTpebieHna MOMoKa MM MOSIOYHbIX MPOAYKTOB. CUMMATOMbI
anneprm Ha MOIOKO BKITIOHAIOT B CeBST KOXKHbIW 3y, U CblMb, HACMOPK, Cie30TedeHUe, Kallenb, B3AyTUE XMBOTa UK
aunapeto.

MpuMepHO 2,5% oeTten MnagLle Tpex 1eET UMEIOT alfiepruio Ha MOJTOKO.

Mpu anneprum Ha 6e1oK KOPOBLEINO MOSIOKa MOXET BbITb MepeKpecTHas anneprmua Ha opyrme Buabl MOMoKa (Ko3be,
OBeYbe), Ha HEKOTOPbIE MACHbIE MPOAYKTbI (COCUCKM, Konbacy), BCce BUAbI Cbipa U BbiMedKy/cnaaoctu, Ansa
MPUroTOBNEHUS KOTOPbIX MCMOMb30BaNOCh MOSTOKO.

UCCNEAQYEMbIN FEH: STAT6

[eH STAT6 perynmpyet UMMYHHbI OTBET.

leH Wccnenyemblvt nonumMopdusm Baw reHoTmn

STAT6 rs324015 cc

3AKJTIOMEHMUE:

He BbisiBfIeHa NpeApacrnosyioXXEeHHOCTb K ajiyieprum Ha MOJIOKO.




HImn

FfaMmMa-IMHONIeHOBada KUCNIOTa

FaMMa-TMHOMeHOBasA KMCNOTa OTHOCUTCH K OMera-6-rnosfiMHeHacbIWeHHbIM XXUPHbIM KUCNOTaM.

STV KUCNOTbl HAPSOY C OMera-3 UrpatoT BaXKHYIO POJb B MeTabonmame 1 aBAa0TCAa He3aMeHUMbIMUL OpraHmM3Mm 4yesioBeka
He MOXXET CUHTE3MPOBAaTb X M3 MPOCTbIX BELeCTB. Eaun HCTBEHHbIM MCTOYHWMK OMera-6 — nuua. B yactHocTw,
raMmMa-JIMHONMeHOBadA KNCOTa COLOEPXKNTCA B PaCTUTE/TbHbIX Macriax.

MonrHeHacbIWeHHbIE YXUPHbIE KUCOTbL:

3aLUMLLAIOT KOXY OT Nary6HOro AenCcTBUS COMHEUHbIX NTydei U OKUCIIUTENbHOMO CTPeccs;
MHMMBUPYIOT paboTy MPOBOCNANUTENbHbIX areHTOB;

CMOCOBCTBYIOT 3aXUBMEHUIO PaH;

CTUMYTMPYIOT YHUUTOXEHME (aMOoNTO3) 3/10Ka4eCTBEHHbIX KITETOK.

NCTOUHMKM:

160 rpaMM NUCTbeB KanycTbl— 0,4 rpaMmma;
130 rpaMM KefpoBbix opexos — 0,7 rpamm,
85 rpaMm nHaemkm — 0,017 rpamm.

VHOTpe6neHme raMMa-TMHONEHOBOM KNUCNOTbl CHUMMXKAET PUCK Pa3BNTNA aTOMMHECKOIro A4epMaTUTa, MCoOpUai3a, akHe U
3/T0Ka4eCTBeHHbIX HOBOO6pa3OBaHMl;L Conep)KaHme raMMa-TMHONEHOBOM KUCMOTbl 3aBUCUT He TOSTbKO OT AMETbl, HO 1 OT
reHeTn4yecKmx CDaKTOpOB, KOTOpPbI€ BITIMAKOT Ha ee MeTabonumam.

UCCNEAQYEMbIN FEH: FADSI1

[eH FADS] oTBe4YaeT 3a akTUBHOCTb GepMeEHT, KOTOPbIN NMpeBpaLlaeT NoMHACILEHHbIE
YKUPHbIE KUCNOTbI B MOTMHEHACHILLEHHbBIE YXUPHbIEe KUCMOTbI.

leH Viccnepyemblin nonmmopdursm Baw reHoTmn

FADST1 rs174547 TC

3AKJTIOHEHMUE:

Y Bac BbifIBlieH pUcK geduumta raMMa-JIMHONIEHOBOW KUCIOTbl. Y6eaurtechb, 4To B Bawem
paumoHe [OCTaTOUHO NPOAYKTOB, COAEPXaLLUX FrAaMMa-JIMHONEHOBYIO KUCHOTY.
MpOKOHCYNbTUPYNTECHb C BPAa4OM O HEO6XOAMMOCTU AONOMTHUTENBHOIO NpuemMa
KOMIMJIEKCOB, cCofie PXKalLUX raMMa-JIMHONEHOBYIO KUCNOTY.



i fepnunT xenesa

YKeneso - KNto4YeBOM aneMeHT HoOpMasibHOM XM3HeaeAaTenbHOCTM opraHmnama. OHO ABMAETCa YacTbio MHOMMX BEKOB, B
TOM YKMcne reMornobmHa n MmrnobuHa.

YKeneso Take Heo6X0AMMbIN KOMMOHEHT aHTUOKCUOAHTHbBIX U METaBoNU3NPYIOLMX GepPMEHTOB (LLUTOXPOMBI).
MornouleHue, TPaHCMOPTUPOBKA W XPaHeHWe yKerfesa CTPOoro PerynmpyoTcs, Tak Kak A9 opraHmM3Ma onaceH Kak
0edurumT, Tak U M36bITOK »Kenesa.

CuMNTOMBbI AedUnLUUTa: yCTanocTb, ydalleHHoe cepauebueHmne, CHMKeHe GUsndyeckom paboTocrnocobHOCTU. [eTu,
YKEHLLMHbI AETOPOAHOrO BO3PacTa, a TaKXKe BeretapmaHLibl M BeraHbl MMetoT 60/1ee BbICOKUIN pUCK AedunumTa Kenesa.

EcTb ABa TMMa »Kenesa: reMOBOE »Kee30 U3 XXMBOTHbIX MCTOYHMKOB U HEFEMOBOE YKeNe30 U3 PaCTUTENbHDbIX. [femoBoe
XXene30 BCacblBaeTca nerye.

MCTOYHMKIK: rOBAAMHAE, MTULE, MEeYEHb, YCTPULLbL, TOCOCH, TYHeL, XOpoLlne MCTOYHUKU HEFEMOBOTO YKerle3a BK/TYatoT
606bl, 060ralleHHble 3N1aKM U TEMHO-TTUCTOBYIO 3e/1eHb, LUNMHAT.

Ecnu Bbl BeeTe akTUBHbIN 06pa3 U3HW, ybeamTech, YTO Balll YPOBEHb yKene3a B npefeniax HopMbl.

CyTouHaa NoTpebHoCTb: 2,5 - 4,5 Mr

UCCNEAQYEMbIA TEH: TF

ViccnenyeMbiin reH TF KogmpyeT 6eokK, KOTOPbI MepeHOoCUT Xereso (TpaHcdeppuH), mpu
M3MEeHEeHWU CTPYKTYPbl 3TOro 6efka »Keneso Xy»e TPaHCMopTUPYEeTCs B TKaHU OpraHM3Ma.

leH Wccnenyemblt nonumMopdusm Baw reHoTmn

TF rs1799899 GG

3AKJTIOHMEHMUE:

Y Bac He BbiSIBIeHO puUckKa aepuumnTa XXenesa rnpm ycnosum NoIHOLEHHOMN pa3sHoo6pa3HoM
AueTbl, o6ecrneynBaloLlen NOCTYN/IEHUE Xenes3a.




i mroMmo-raMmma-iIMHOJIeHOBasA KUC/IOTa

OunromMo-raMmMa-NMHONEHOBAas KMCOTa OTHOCUTCH K OMera-6-NoSIMHEHAChILWEHHbIM XXWUPHbBbIM KUCNOTaM.

OuromMo-raMmMa-NMHONEHOBas KMUCOTa - MPOAYKT YOIMHEHUSA raMMa-TMHONEHOBOM KUCNOTbI 1 COLEePXKNTCA TOJIbKO B
CnefoBbIX KOMMMYeCTBax B MPOAYKTAX XXMBOTHOIO MPOUNCXOXKOEHNSA.

NCTOUHWKM:

130 rpamm LLBenuapckoro coipa— 0,042 rpamm;
120 rpaMM prKOTTbI— 0,015 rpamm;
85 rpaMMm uHgenkn — 0,014 rpaMmm.

OyHKUMW:

NpoTMBOBOCManuUTe/ibHad aKTUBHOCTb;
CHWMXXeHWe arperaunm TpOM6OLI,l/ITOB.

UCCNEAQYEMbIN FEH: PDXDCI1

[eH PDXDCI perynmpyeT akTUBHOCTb GepMeHTa, KOTOPbI OTBEYaEeT 3a NpeBpalleHmne
raMMa-IMHONEHOBOM KMcNoTbl. CopepykaHme OUroMo-raMMa-IMHONEHOBOM KUCOTbI
3aBWCUT HE TOMbKO OT AMETDI, HO N OT FreHeTUYeCKMX GaKTOPOB, BINAOLWMX Ha ee

MeTabon3M.
leH Wccnenyemblt nonumMopdusm Baw reHoTmn
PDXDCI1 rs4985155 AG

3AKJTIOHEHMUE:

Y Bac BbifiBJ/IeH pPUCK ﬂe¢VILIMTa ANroMoO-raMMa-/IMHO/IEHOBOM KUCNOTbI. Y6eauTtechb, Uto B
BaweM pauvoHe AO0CTaTOYHO NPOoAYKTOB, coAepXXalnx AMromMmo-raMmma-iMmHo/IeHOBYIO
KUCIIOTY. npOKOHcyanVIpyl‘;ITer C Bpa4yoM O Heo6Xo0AUMOCTU AOMNONHUTENbHOIO npuemMa
KOMMJ/1eKCOoB, cogepXXawumx aguroMmo-ramMmma-;iIMHONEHOBYIO KUCJIOTY.



limin JlJoko3aneHTaeHoBas KUcroTa

[oko3aneHTaeHoBada kucnoTa (OMK) Takke OTHOCUTCH K OMera-3 >XMPHbIM KUCNOTaM U aBngeTca cyb6CcTpaToM Ans
npeBpaLleHnsa ee B AOKO3arekcaeHoByto kucnoty (OK).

OMK — 3TO YKM3HEHHO BaXKHbI CTPYKTYPHbIN KOMAOHEHT KOXW, [11a3 U MO3ra.

dakTndecky, MK copgepxmT 6onee 90% oMera-3 XXMpPHbIX KMCMOT B BalleM Mo3re 1 0 25% oT o6Llero cogepkaHumsa
»upa.

LMK MOXeT 6bITb CUHTE3UPOBaHa U3 anbda-IMHONEHOBOM KNCAOTbI - APYFOMN XXUPHOM OMera-3 KMCNOoTbl PaCTUTENbHOIO
MPOUCXOXOEHWUS, OAHAKO 3GPEKTUBHOCTb 3TOrO MpPoLecca o4eHb HM3Kas. Tonbko 0,1-0,5% anbda-nMHONEHOBOW KMUCNOTbI
npeo6bpasyetca B [MK B BaweM Terne.

UCCNEAQYEMbIN FEH: GCKR

[eH GCKR y4acTBYET B MpeBpaLLEeHNN OOKO3aMNEeHTAaeHOBOM KNCOTbI 13 €é
npeaLecTBEHHWKA - 3MKO3aneHTaeHOBOW KUCIOTbI

leH Wccnenyemblvt nonumMopdusm Baw reHoTmn

GCKR rs780094 cc

3AKJTIOMEHMUE:

Y Bac BbISIBNIeEH PUCK p,ecbuu.m'a AOKO3aneHTaeHOBOM KUCOThbI. yseﬂ,MTer, yTo B Bawuem
pPaunoHe AO0CTaTOYHO NPOAYKTOB, coAepXXalnXxX AOKO3aNneHTaeHOBYIO KUC/IOTY.
npOKOHcyanVIpyﬁTer C Bpa4yoM O Heo6XoAMMOCTU AOMONTHUTENbHOIO npunemMma
KOMMNJ1eKCOB, coepXalunxX AOKO3aNneHTaeHOBYIO KUC/IOTY.




i JiImHoneBas KMCJ/iotTa

JInHoneBas KMCNoTa - OCHOBHas oMera-6 »XMpHasa KUCNoTa, KOTOPYIO |'|0Tpe6nqu yenosek. [Mpu 3TOM AaHHaga KMcnoTa He
MOXET 6bITb CHHTE3NPOBAaHa B OpPraHnaMe 1 OoJHKHa NMocTynaTtb C MPOAYKTaMN MUTaHNSA.

3Ta KMCNOTa COAEPXKUTCH B PACTUTENTbHbIX M OPEXOBbIX Macnax:

120 rpamMMm ducTalwek - 17 rpamm,

140 rpaMm MuHgana - 17 rpamm,

140 rpaMM rpeLKmnx opexos - 42 rpaMmma;

MoLCOHEYHOE, COEBOE, KYKYPY3HOE M apaxmMcoBOe Macha.

CyTouHas NoTpe6HOCTL: 2 rpaMMa B AeHb.
INnHoneBasa k1cnoTa HeobxoouMa:

015 MOCTPOEHMUS KNETOUHbIX MeMbBpaH, YTo6bl o6ecrnednBaTh MX MoNHoLeHHoe GyHKLMOHMPOBaHMe (yNpyrocTb,
MPOHKLLAEMOCTb, TEKYYECTb);

Ona CMHTe3a ¢)VI3VIO}'IOFI/I'~IGCKMX PeryndTopoB apTepUaribHOro gaaBneHund, YpoBHA TMNMAOO0B, CBEPTbIBaHWA
KPOBW, aKTUBHOCTU MMMYHHOIO OTBETa.

UCCNEAQYEMbIN FEH: FADSI1

leH FADS] onpepensaeT adPeKTUBHOCTb YCBOEHUSA NTIMHOMEBOM KUCOThL

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

FADSI1 rs174550 TC

3AKJTIOMEHMUE:

Y Bac He BbISIBJ/IGHO NMpenMyLLecTBa NoTpe6s/ieHUs 60/IbLUUNX KOTMUYECTB JIMHONEBOM
KUCNOTbI. JOCTaTOYHO NOTPE6ATb CYyTOUHYIO HOPMY.




limir NMepeHOCUMOCTD INI0TEeHa

Llenvakusa (HemepeHOCKUMOCTb MOTEHA) — 3TO BPOXKAEHHOe 3abonieBaHue, Mpu KOTOPOM OTMeYaeTca HenepeHOCUMOCTb
6enKa — rnTeHa (KNemKoBUHbI), COAePKaLLEerocsa B 3/1aKOBbIX Ky/TbTYpPaX, TaKMX KaK MeHMLL3, POXb, A4YMEHb 1 OBEC.
PacnpocTpaHeHHOCTb cocTaBadaeT 1 cnydam Ha 300-1 000 yenosek. NMPUYMHbI BO3HMKHOBEHWS 40 KOHLLA HE YCTaHOB/IEHbI,
HO eCTb NPenoNOXKEHME, YTO OQHOM U3 HUX MOYKET OblTb HaCNeACTBEHHOE MNOPaXKEHWE reHOB, OTBEYatoLLMX 33
BOCMPUMMYMBOCTb OPraHM3Ma K BO3OENCTBUIO MMioTeHa. B pe3ynsraTe UyBCTBUTENbHOCTb KNETOK KULLIEYHOro aMmMTenmsa K
3TOMy 6€e/1Ky MOBbILLIAETCS, BO3HMKAET BOCMNaNeHne CIM3mncTon 060104KM 1M HapyLaloTca NpoLecch mepeBapmBaHmng m
BCacCblBaHUWSA. B 4eTCKOM BO3pacTe OCHOBHbIMW CUMMMTOMaMM CTaHOBSATCHA XPOHMYECKada Anapes, B3oyTUe »XMBOT3,
cTeaTopes (BblgeneHme n3bbITOYHOO KOTMYECTBA KXMPa C KanoM) 1 3aepXKKa pa3BUTUA. Bo B3POCTIOM — MOXKET
oTMeuaTbca 61eHOCTb KOXHbIX MOKPOBOB, aHEMUS, HU3KUI BeC.

HenepeHOCMMOCTb rMTEHa MOXKET MNPOABNATLCA ANCKOMDOPTOM CO CTOPOHbI XKENYAOUYHO-KULLEYHOro TpakKTa (B3ayTue
YXMBOTAQ, AMapes, 60/b B XXMBOTE) M MHOFOOBPasHbIMU BHEKULLEYHBIM CUMMNTOMaMM (OePMaTUT, cCaxapHbIM AnabeT 2 TUna,
Lernpeccus, OCTeONopOo3s, CTOMaTUT, XenesogedbunLnMTHasg aHeMKS, HeBblHaLLMBaHWe 6epeMeHHOCTH, Nepundepuyeckas
HenponaTuns).

B kauecTBe nedyeHna HasHaYaloT MOXU3HEHHYO 6e3rIOTeHOBYIO ANETY, TO €CTb U3 PaLMOHa UCKIIOYaloT MPOAYKTbI,
cofepyKaLLme MLEHUYHYIO, PXKaHYHO M OBCAHYIO MyKy. OrpaHnUYMBalOT TakKe yrnoTpebneHue >XMpoB U KpaxmMana.

UCCNEAQYEMbIN FEH: HLA-DRB1*0301

feH MccnepyemMbln monnmMopdusm Baw reHoTtvn

HLA-DRB1*0301 rs2187668 cC

3AKJTIOMEHMUE:

Balu reHOTUN COOTBETCTBYET HOPMaJibHOM NEePeHOCUMOCTMU IioTeHa. PUCK pa3BuUTua
HenepeHOCUMOCTU IMoTeHa o6LenonynauuOHHbIN.



limie MlepeHOCUMMOCTb KpaxMara

Kpaxman aBngeTca CIoXKHbIM YrneBoAoM. MpoayKTbl C BbICOKMM COAEPXaHMEeM 3TOro BEeLLEeCTBa BKOYatoT 3epHa (oBec,
AYMEHb, PUC) U KpaxManmcTble oBoLLM (KapTodenb, dacosb, KyKypy3a, HedeBnua). Kpaxman nepesapuBaeTca
MULEeBapUTENbHbIM GEPMEHTOM - aMUNA30M. Y HEKOTOPbIX STt04eM OHa MOYKET COCTaB/SATb 40 MOMOBUHbBI 06LLEero
KonM4yecTBa GepPMeHTOB B C/IIOHE, B TO BPEMA KaK Apyrve Mogn UMeKoT e4Ba pasfiniymMble YPOBHM 3TOro depMeHTa.
Bonbluoi pasbpoc B YPOBHAX aMUMasbl 3aBUCUT OT PasNYHbIX GaKTOPOB, B TOM YUC/IE OT CTPeCcCa U FreHeTUKM.

MHTEepecHOo, YTo HapPOAbl, KOTOPbIE UCTOPUYECKM NOTPe6bnanm 6oblue Kpaxmana (puc, kaptoderb), UMetoT 6onee
BbICOKME YPOBHM aMiIasbl, MO CPaBHEHMIO C MONyNdaLMS, rae oTaaBasm NpeanoyYTeHne BbiCOKo6enkoBom nuLe. Jlroam ¢
BbICOKMM YPOBHEM aMKMasbl XOPOLLIO YCBaMBaOT BbICOKOKPaxMalibHble MPOAYKTb], B TO BPeMd Kak 1toAM C HU3KUM
YPOBHEM aMUMasbl - 3HAUUTENTbHO XyKe.

WCCNEAOYEMbBIW MEH: AMY1

[eH AMYT kogupyeT amunasy, HeobxoaMMyto ANA NepeBaprBaHMA Kpaxmara.

[eH MccnenyemMbl nonnMopodusm Baw reHoTtvn

AMY1 rs11577390 CccC

3AKJTIOMEHMUE:

BbigBrieHa npeapacnonioXXeHHOCTb K HenepeHOCUMOCTU KpaxMmarna. np0KOHcyﬂbTMpyﬁTer
C Bpa4yoM o Heo6Xo04UMOCTU AOMNONMHUTENbHOIMO 06cnegoBaHUA U orpaHnM4YyeHuUda Kpaxmasa B
AaveTe. [ina nocTaHOBKU AMarHo3a MoXXeT ﬂOTpGGOBaTbCﬂ AononHuTesnibHoe o6cnefoBaHue,
reHeTUYEeCKUMN TecT onpependeT TOJIbKO npeapacno/ioXXeHHOCTb K AaHHOMY COCTOAHMUIO.




limie MepeHOCUMOCTb JTaKTO3bl

HenepeHoCMMOCTb MaKTo3bl, UM NaKTa3Hag HEAOCTAaTOYHOCTb — 3TO COCTOAHME, KOTOPOE BO3HUKAET M3-3a HeQoCTaTKa
depMeHTa, pacLLenIaoLero MonoYHblv caxap. PepMeHT Ha3blBaeTCa N1aKTa3a, @ MOMOYHbIN caxap — NakTo3a. Koraa
yenosek ¢ AedULMTOM NaKTasbl NOTPe6AAeT MOSIOYHbIE MPOAYKTbI, Y HEMO BO3HUKAIOT TOLLHOT], B34yTHe 1 601K B
061acTu »MBoTa. [eH, kKogunpyoLwmii depMeHT nakTasy - MCM6.

1o cTeneHn BblpPa)KeHHOCTU Pas3iNYatoT HaCTUYHYIO M MOHYIO HEMEPEHOCUMOCTb JTaKTO3bl, MO MPOUCXOXKOEHUIO
BblOENAIOT 4 Ba OCHOBHbIX BUAA NaKTa3HOW HeQOCTaTOHYHOCTH (ﬂ H)I

nepBuYHada J1H, 6biBaeT BpOXAEHHOM (reHeTuYeckn o6ycrioBneHHOM, cCeMenHoM), TPaH3MTOPHOM (BCTpeYaeTca
Y HEAOHOLLEHHbIX eTeN) 1 B3POCNOro TUNg;

BTOpPWMYHaaA J1H, pasBmBaeTcs B pe3ysbTaTe KULWEeUYHbIX MHOEKLMM, a TakKe Ntobbix 3a6o1eBaHnM
YKENYOOYHO-KMLLEYHOrO TpaKTa.

UCCNEAQYEMbIA TEH: MCM6

[eH MCM6 kogupyeT nakTasy, HeobxoaMmyto A19 YTUNM3aumMm NaKTo3bl.

[eH WccnegyeMblii mMoAMMopdusmM Baw reHoTtvn

MCMé6 rs4988235 GG

3AKJTIOMEHMUE:

BbisiBrieHa npeapacrnofiodXeHHOCTb K HENEepeHOCUMOCTU JTaKTOo3bl. npOKOHcyanMpyVITer C
Bpa4yoM O Heo6Xo4UMOCTU AOMNONTHUTENbHOIO 06¢cnegoBaHUA U 6e3MOI0UHOM AMeTbl. Onda
MOCTaHOBKU ANArHo3a MoXXeT I'IOTpGGOBaTbCﬂ BOAOpOHHbIVI AblXaTesIbHbIN TECT,
reHeTUYEeCKUMN TecT onpependeT ToONbKO Npeapacrno/ioXXeHHOCTb K AaHHOMY COCTOAHMUIO.



nOTPQGHQHMe MOJIMHEHACDILWEeHHbIX X XUPHDbIX
KMUCNOT

MonuHeHacbIWeHHble »XUpHble kncnoTbl (MHXK) npeacraBneHbl 4ByMA KnaccaMy COeaAUHEHUI oMera-3 1 oMera-6
YKUPHbIE KUCMOTbI.

ExxegHeBHaa noTpebHocTb B MHXKK:

- ONd XEHLMH 6 rpaMM B CYTKY;
- ON9 MY>KYUH 8 rpaMM B CYTKM.

NcTouHmkm MHXXK (copgepykaHue Ha 10 rpamMm):

NoLcoHeYHoe Macso — 6,9 rpamm;
KYKypy3Hoe Macno—-5,5 rpamm;
onmMBKoBOe Macnio—1,1 rpamMm.

OMera-3 (EPA siKkosaneHTaeHoBas kncrnoTta/ DHA pnokosarekcaeHoBasi KucioTa/ ALA anbda-nnnoesas KMCioTa).

OMera-3 nonesHbl ANa cepala, Mo3ra, a3 v Ko, OHU MoALePXMBatOT 300POBbe COC}/JJ,I/ICTOI;I CTEHKW,
YMEHbLUaT CUCTEMHOE BOCIMarieHune, yny4yLlakoT BHELUHUIM BMOA KOXW.
OMera-3 noMoratoT B 6opb6e c,u.erlpeccmeﬁl M MOBbILWAOT BHNMATE/TbHOCTb.

OMera-6 nmoMoratoT CTUMYNTMPOBaTb POCT BOJIOC, MOALEPXMBATb 300P0OBbE KOCTEN U KOXMU, perynmnpoBaTb obMeH
BelleCTB X nogaep>XXmnBaroT 340p0Bbe peI'IpO,D,yKTMBHOI;I CUCTEMDbL.

OMera-3 1 oMera-6 HeobxoanMbl ANa OopraHmM3Ma 4yenoBeKa, 300p0oBad AMeTa O0/IHXKXHa coAep>KaTb paBHOe COOTHOLLeHNe
omera-6 1 omera-3. [naBHa«q npo6neMa C TUMUYHOM 3aMagHoOMN OMETOM ABNAETCH TO, UTO OHa CooepPXXUT CNMTNLLIKOM MHOTo
oMera-6 1 OTHOCUTESNIbHO Mano oMera-3.

UCCNEAQYEMbIN FTEH: FADSI1

[eH FADS] kogunpyeT GepMeHT, KOTOPbIN MPeBPaLLaeT MoSIMHACILLEHHbIE YXMPHbIE KUCOTbI
B MOSTIMHEHACHILLEHHbIE YXMPHbIE KMCNOTbI.

leH Viccnepyemblin nonmmopdursm Baw reHoTmn

FADSI1 rs174546

3AKJTIOMEHMUE:



i MloTpe6HOCTb B aHTUOKCUAAHTAX

AHTUOKCUOAHTbI— Fpyrna coeguHeHUM, B KOTOpPYo BXOOAT BUTaMuHbI (C, E, A), koaH3MM Q10 1 gpyrme 61onormyeckm
aKTVBHbIE MOMEKY bl

[MaBHadA Lefb aHTUOKCUAAHTOB — 3aLUMLLATb KNETKM HaLLero opraHm3Ma oT noBpexaeHma cBO60AHbIMU paamnKanamm, B
TOM 4Yucne oT cBO604HbIX GOPM KMUCOPOaa.

AHTUOKCMOAHTBI HENTPANM3YIOT (BOCCTaHABMMBAIOT) CBOGOAHbBIE PaAMKaibl U MPeNATCTBYIOT MOBPEXOEHMIO KNETOUHbIX
MeM6paH 1 Monekynbl [IHK. TaknmM 06pa3om, aHTUOKCUOAHTbI:

CI'IOCO6CTByPOT 3allnTe KNEeTOYHbIX MeM6paH;

npenoTBpaLllatoT NoBpexageHne reHeTM4eCKoro MaTephana KNneTok;

noMoraroT l/IMMyHHOl7I cucteMe bosee aKTUBHO 3aLUMLLATb OpraHmM3am oT MHd)eKLI,VII;I;

MMEKTCA AaHHble O TOM, UTO aHTUOKCUMOAHTbI CI'lOCO6CTByIOT I'lpquI/IﬂaKTMKe 3aboneBaHUM
cepnequ—cocy,uMC‘roﬂ CUCTEMBbI 1 OHKOMTOMMYECKKX 3a601eBaHUN.

Ba)HO! 136bITOK aHTUOKCUOAHTOB MOXET HaBpeONTb TaKXXe, KaK M HeQOCTaTOK. [eno B TOM, UTo cBO6OHbIE pPaduKanbl B
HeBONbLLIMX KONMYeCTBax HY>XHbl HalleMy OpraHmnM3My And aTakM 3/1T0Ka4eCTBEHHbIX KNTETOK U VIHd)eKLI,l/IOHHbIX areHToOB.

KonmnyecTBO aHTUMOKCUAAHTOB B MPOAYKTax OLLEHMBAETCA NPW NMOMOLLM cnelmanbHoro nokasatens ORAC (Oxygen
Radical Absorbance Capacity, KucnopogHasa pagukanbHas abcopbLMOHHAA CMOCOBHOCTD):

rpeukme opexu, ORAC 13541;

dyHAaYK, ORAC 9645;

ManuHa, ORAC 4882,

6a3nnmk ceexxnit, ORAC 4805;

A6/10KM KpacHble cbipble ¢ Koxkypol, ORAC 4275;
MHXMpP cbipon, ORAC 3383.

UCCNEAQYEMbIN FEH: SOD2

[eH SOD2 (MnSOD) kogmpyeT 6enok, nepeBoaaLmnm akTuBHble GopMbl KMcnopona B Gopmy,
KOTOPYIO MOTryT 06e3BpennTb Apyrue depmMeHTbl NMonnmmopdumnsm reHa SOD2 cBA3aH co
CHWYXEHMEM aKTUBHOCTW depMeHTa U, Kak CIeACTBME, MOBbILLEHHOM BEPOSATHOCTbIO
MOBPEXKAEHMA KNETOK.

feH MccnepyemMbln monnMopdusm Baw reHoTtvn

SOD2 rs4880

3AKJTIOMEHMUE:



linir MoTpe6HOCTb B BUTaMUHe C

ButamMumH C (ackop6buHOBadA KMCNOTa) - BOLOPACTBOPUMBIA BUTAMUH, KOTOPbLIN UIPaeT KoUYeBYO POSib B
MHOTOUYUCIEHHbBIX 6BUONOrMYecKux npoueccax. ButaMmH C Heo6xo4 MM Ansg HOPManbHOro GyHKLMOHMPOBaHNA
MMMYHHOM CUCTEMBI, MPOU3BOACTBA KPACHbIX KNETOK KPOBU, 3A0POBbA COeAUHUTENBHOM TKaHW, KPOBEHOCHbIX COCYA,0B,
KOCTel, 3y60B 1 fleceH.

3TO MOLLHbIM aHTUOKCUOAHT, TAKXKe OH y4acTBYeT B abcopbLmm »kenesa. bonee BbICOKMI ypoBeHb BUTaMMHa C B KPOBU
CBSA3aH C JONTONeTUEM, MEHbBLLUMM PUCKOM CMEPTU OT BCEX MPUUYUH, B TOM UYMCIIe CEPOEYHO-COCYOUCTbIX BONe3Hen n
paka.

Ecnv Bbl npoBoAnTe 3HaUYMTENbHOE KOMTMYECTBO BPEMEHM B TPEHAXEePHOM 3afe, HacTo CTpafaeTe MpocTyaHbIMU
3aboneBaHNaMU, KypuTe Unmn ynotTpebnaeTte afikoronb, MOCOBETYMTECH CO CBOMM BPaYOM O NpMeMe NOBbILLEHHOW O03bl
BUTaMuHa C. OpraHm3M YenoBeka He MOXKET BblpabaTbiBaTb BUTaMKWH C, 3TOT BaXKHbIW BUTaMWH HEOOXOAUMO eXeQHEBHO
nony4aTb 13 NPOAYKTOB NUTaAHMS.
XOpOoLUMMU UCTOUHKMKaMU BUTaMmHa C 9BNSI0TCH LUTPYCOBbIE, KanycTa, CMOPOAMHAE, 061eNmXa, LUMMOBHUK.
ExxegHeBHaa noTpebHoCTb: 100 Mr.
CumMnToMbl gednuunTa:

YacTble NPoCTyAb),

JTOMKOCTb COCYyL0OB;
KPOBOTOYMBOCTb leCeH.

UCCNEAQYEMbIN FEH: SLC23A1

leH SLC23AT1 kogupyeT crneumdryeckmnii TpaHCnopTep, KOTOPbIV HYXKEH O/19 BCACbiBaHUSA
BUTaMuHa C.

leH Viccnepyembii monmMopduram Baw reHoTtun

SLC23A1 rs33972313 ccC

3AKJTIOHMEHMUE:

Y Bac He BbiIBIeHO puUcka aedpuumta ButammHa C npum ycnoBum nosIHOLEHHOM
pa3Hoo6pa3HOM AneTbl, o6ecneymBaloLLen NOCTynjieHue BuTammHa C.



linir MoTpe6HOCTb B BUTaMUHe D

BuTamMumH D 9BNAeTCA XXMPOPaCTBOPUMbIM BUTAMUHOM, KOTOPbIM UIPaET KoUYeBYHO POJib B KasibLiMeBo-$hochopHOM
o6MeHe. Mpu ero gedurLMTe Pa3BMUBAETCH PAaxXUT M OCTEOMNOPO3. 33 MOC/eAHME HECKOMbKO J1ET PAaCLUMPUINCD 3HAHUS

0 3HaYeHUK BUTaMUHa D, 6bI/10 YCTAaHOBMEHO, YTO OH UIMPAET BaXKHYHO POJib B PEryNALLMM HOPMaribHOMO AeNeHNA KNETOK,
B perynaumm yrnesogHoro obMeHa, a npu geduumTe 3Toro BUTaMnHa yBeMUMBaAETCa PUCK PAa3BUTUS MLLEMNYECKOMN
6onesHu cepala. ButaMmmH D BcacbiBaeTCs B KMLLEYHMKE, TaM OH CBA3bIBAETCSH CO CreundUuUecknMMm peuentopamu, a
3aTeM TPaHCMOPTUPYETCS NMpu MoMoLLM BUTaMUH D cBa3biBatoLLero 6enka. Mpn MyTaumm B reHe, KOTopbI KOOMPYeT 3TOT
6enok, passmBaeTcs AednuUnT BUTaMmHa D.

daKTopbl, KOTOPble CNOCOBCTBYIOT AebULUTY BUTaMUHa D:

YCNOBUSA OKPYXKatoLLen cpefbl (3arpsa3HeHue Bo3ayxa, reorpaduryeckoe NonoxeHme);
TEMHas KOXa;

BO3pacT ctaplue 50 nerT;

ceMenHasga UCTOPMS OCTeOMNOpPO3y;

N36bITOYHbIV BEC;

reHeTUu4Yeckme oCob6eHHOCTM.

ExxegHeBHaa noTpebHOCTb B BUTaMumHe D coctaBnaet 600 ME ona B3pocnoro yenoseka. [1na npodunakTmkm
nedurumTa BUTaMmHa D Heo6XxoaMMO exxeAHEBHO MpebblBaTb Ha COMHLLE B TeYeHKMe Kak MUHUMYM 15 MUHYT U
noTpebnartk:

YXMPHbIe copTa pPbibbl (Cenbab, TOCOCH);
KpacHYo UKpY;

rOBSAXKbIO MeYeHb;

anua.

UCCNEQOYEMBIA TEH: GC

leH GC, kogupyeT 6e0oK, KOTopblv NepeHoCcUT BUTaMuH D.

leH Viccnepyembliin nonmmMopdursm Baw reHoTmn

GC rs2282679

3AKJTIOHMEHMUE:



linie MoTpe6bHOCTb B BUTaMUHe E

BuTamMuH E aBnaeTca )KMpopacTBOPUMbIM NUTaTENbHbIM BELLECTBOM, KOTOPOE BK/IOYAET B ce6d BOCEMb Pa3HbIX
€CTECTBEHHO BCTPEYAlOLLMXCA COeMHEHMM (YeTbipe Tokodeporia 1 YeTbipe TOKOTpreHona). ButaMunH E OencTByeT Kak
AHTMOKCUAAHT, MOMOTraoLWMI 3aLLNTUTL KNETKM OT MOBPEXAEHWIN CBOBOAHBbIMU pagmKanamm.

McecnegoBaHUs Nokasanu, Yto 6oee BblCOKME YPOBHW BUTaMKMHa E nonesHbl 419 300pOBbs Cep,ﬂ,eHHO-COC}/,D,VICTOVI
CHNCTEMDI, I'IpOCbVIJ'IaKTVIKVI KaTapaKTbl A BO3paCTHOl;I fereHepaumu >enTtoro natHa. MIHorga oH Mcnonb3yeTtca o4
ynyyquweHund d)VI3VI‘-|eCKOl7I BbIHOC/TMBOCTU 1 N I'IpOCbVIJ'IaKTVIKM noBpexXXaeHud MblllL, nocnie TOeHNPOBOK.

ButaMuH E Takke Heobxoamm ona 3£l,OpOBOlh KOXXW, TaK KaK UMeeT NMPOoTUBOBOCMannTesibHoOe U ¢OTO3aLLI,MTHO€ cBOWCTBa.
ﬂ,ed)l/ILl,MT BUTaMMHa E oTHOCUTENbHO pacnpocrpaHeHHbM; 3TO OObIYHO CBA3AHO C OMETOM, KOTOpPad He BKJ1KOYaeT B cebqa
OOCTaTOYHOE KOTMYEeCTBO MONME3HbIX XXMPOB M NPU HapyLlleHNK BCaCbiBaHUA XXUPOB.

CyTouHada NoTpebHOCTL: 15 Mr.

CumMnToMbl gednumTa:
CYXOCTb KOXU;
MblLLeYHasa cabocTh;

nonoasa ANCOYHKLUA.

NCTOUHMKM: pPacTnTenbHble Macha, apaxmc, d)yH,D,yK, MWHOasb, CeMeHa NoACONMHEeYHWKa, aBOKaao, LeNbHble 3epHax,
3apodbllln rneHumLbl, B MeHbLLUEN CTEMEHM 3e/1eHbI€ OBOLLM, TaKMe KaK WNMHaT U 6pOKKOJ'Il/I.

UCCNEAQYEMbIN FEH: NKAIN3

leH NKAIN3 kogupyeT TpaHcropTep BUTaMKMHa E, y4acTBytOLMM BO BCACbIBaHMM 3TOTO
BUTaMMHa B KULLEYHMKE.

leH Wccnenyemblt nonuMopdusm Baw reHoTmn

NKAIN3 rs7834588 ccC

3AKJTIOHEHMUE:

Y Bac He BbiSIBNeHO pucka aeduumta BUTaMuHa E npm ycnoBmm nonHOLEHHOM
pa3Hoo6pa3HOM AueTbl, o6ecnevymBaloLle NocTynjieHue BuTammHa E.




linie MoTpe6bHOCTb B BUTaMUHe K

BuTamMuH K npencraBndaeT cob6oi rpynny »KnMpopacTBOPUMbIX BUTaMUHOB (BKTtoUas GUANOXUHOH UK BUTaMKH K],
dUTOHAAMOH 1 K2, MEHAXMHOH), UTO Ba)KHO ANS MOALEPYKAHMSA HOPMailbHOIO CBEPTbIBAHWA KPOBU 1 300POBbIX KOCTEMN.
BUTaMUH K MrpaeT 3aLlLMTHYIO PO/ib OT MHOMUX 3a60M1eBaHuii, B TOM YMCTe OT aTepoCKIepo3a, OCTeoNopo3a, AnabeTa,
M HEKOTOPbIX BUOOB pakKa.

Kak pactuTenbHag, Tak M )KMBOTHAsA NULLA MOMyT AaTb HAM HeOBXoAMMOe KONTMYECTBO BUTaMuHa K.

CyTouHada NoTpebHOCTb: 75 MKT.

CuMnTOMBI AeduumTa:
HapylleHWe cCBepTbIBae@MOCTU.

VICTOYHUKM: pacTUTENbHblE Mac/a, Takme Kak ONIMBKOBOE MACs1o; CBEXMe 3efleHble OBOLLM, TaKMe Kak LUMMHAT, KanycTa,
B6POKKOMM canart, LUBeMLAPCKMI MaHTONbA U NeTpyLUKa. A1La, MACO, MOPernpodyKTbl, Cbipbl, MOTYpPTbI 1
depMeHTUpoBaHHasa Cos.

Ecnu npuHUMaloTcs peuenTypHble aHTUKOarynsaHThl (Takne Kak BapdapuH), noTpebneHune BUTaMmnHa K B palmoHe
HEeoBXOAMMO KOHTPONMMPOBATb.

UCCNEAQYEMbIA FEH: VKORCI1

[eH VKORCI kogupyeT depMeHT, KOTOPbIN y4acTBYeT B aKTUBaL MK BUTaMUHa K.

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

VKORCI1 rs7294 CT

3AKJTIOMEHMUE:

Y Bac BbisiBNeH puck geduuuta ButammHa K. Yéegurtecb, uto B BawuemM paumoHe
AOCTaTO4YHO NPOAYKTOB, coaepXawmnx BuTaMuH K. MpoKoHCynbTUpyMUTeCb C BPa4YOM O
Heo6Xxo0AMMOCTU AOMNOJIHUTEIbHOIO NpMeMa BUTaMMUHHbIX KOMIMJIEKCOB, COAEpPXKaLUnX
BuTaMuH K.




NMoTpebHOCTb B BUTaMUHE A

BuTaMuH A gBIgeTCs XXMPOoPacTBOPUMbIM BUTaMUHOM, KOTOprl;I BbIMOSTHAET Ccrieaytouine beHKLLVIVI:

OTBeYaEeT 3a BbipaboTKy MUIMEHTa, KOTOPbIM CMOCOBCTBYET BOCMPUSATUIO CBETA CETYATKOW;
perynupyeT poCT PasHbIX TKAHEN OpraHn3Ma (XpsaLLeBas, CKeneTHas, C/IM3UCTbIE U KOXKHbIN MOKPOB).

BuTaMuH A Takxke 9BFEeTCH BaXKHbIM aHTUOKCUOAHTOM M MPOTUBOBOCMANMTEIbHBIM areHTOM, obnagaet
3aWMTHBIMKM CBOMNCTBaMM npu 3a6oneBaHMaAX cepaua, peCrnmmpaTtopHbIX 3860ﬂeBaHVI¢IX, MNOBbILLUEHHOM YPOBHE IT1IOKO3bl U
Pas3nNnNYHbIX 4PYyrmx 3aboneBaHuax.

YenoBeyeckui OpraHM3M He MOXXET CaMOCTOATENTbHO MPOM3BOANTb KapPOTUHONObI WX Mbl 0BbI4YHO nony4yaemM m3
PaCTUTENbHbIX MCTOYHUKOB. Muula, 6oratasa KapOoTMHONOaMK, HaCTo, HO He BCerda, OpaHXXeBayd, 4PKO-KpaCHada Nnn
XXenTagd.

VICTOUHMKM: NPOOYKTbI YXMBOTHOIO MPOUCXOXKOEHMS, AL, PbIGUM XXUP U KPaCHbIE OBOLLM (MOPKOBb, KPaCHbIM nepeL).
ExxegHeBHaa noTpebHocTb: 800-1000 MKT.
CuMnTOMBbI AledunumnTa:

. NTOMKKME HOI'TK,

. CYyXOCTb 1 BblMageHWe BONO;,C
CYyXOCTb KOXW U LLenyLeHmne,;
ocnabneHune 3pPeHNd, HOYHaga cnenaoTa.

UCCNEAQYEMbIN FEH: BCMOI1

[eH 6eTa-KapoTMHOKcUreHasbl 1 (BCMOI) cBaA3aH C cCMHTE30M depMeHTa
6eTa-KapOTUHOKCUIeHasbl 1, KOTOPbIN NPeBPaLLAET NpefLlecTBEHHNK BUTAaMUHa A B
aKTUBHbIN peTuHoN. OnpeaeneHHble BapMaHTbl reHa cBa3aHbl C MOYTM 60% CHMKEHUEM
aKTUBHOCTU bepMeHTa.

leH Viccnepyembii monmMopduram Baw reHoTtun

BCMOI1 rs12934922 AA

3AKJTIOHMEHMUE:

Y Bac He BbiIBNeHO pucka aeduumTa BUTaMUHa A NpuU YCNOBUU NOSTHOLLEHHOM
pa3Hoo6pa3HOM AneTbl, o6ecneymBaloLlen NoCcTynjieHue BUTaMmHa A.



limir NMoTpe6bHOCTb B BUTaMUHe B12

BuUTaMuH B12 oguH 13 BaXKHENLIUX BUTAMUHOB rpynrbl B. OH HEO6XOAWM A1 MHOMMX GU3NONOTMUYECKMX MPOLIECCOB:

rnoaaepXaHua HopManbHOW GYHKLUMKM HEPBHbBIX KNETOK U KPACHbIX KIETOK KPOBY,
cuHTesa OHK;

HOPManbHOIo Pa3BUTUSA MOA], B TOM YMCe A8 Pa3BUTUA HEPBHOM TPY6KY,
CHMYKEeHUA pUCKa MaKynapHOM gereHepauny;

NoaAepP>KaHMA 300POBbEe KOCTHOM TKaHWL.

VICTOUHMKM BUTaMUHa B12: rOBAYKbsi MeYeHb, AMLa, MONOYHbIE NPOAYKTbI, 31aKOBbIE.
ExxegHeBHaa NOTPebHOCTL: 2,4 MKI
CuMNTOMbI AedurLmTa BUTaMuHa B12:

obLaa cnabocTb 1 6bICTPaA YTOMIAEMOCTD;

CHWMXXeHWe NMaMaTy,
MeranobnacTtHaa aHeMus.

UCCNEAQYEMbIN FEH: FUT2

[eH FUT2 oTBeYaET 3a BCacbiBaHWe BUTaMMHa B12, Npy HEKOTOPbIX MyTaLMAX BCacblBaHME
BUTaMKMHa B12 MOXeET ObITb CHUYKEHO.

[eH Viccnepyemblin nonmmMopdursm Baw reHoTmn

FUT2 rs602662 AA

3AKJTIOHEHMUE:

Y Bac He BbiSIBIeHO puUcka aedpuumTa BUTaMmHa B12 npu ycnoBmum nNonHOLEHHOM
pa3Hoo6pa3HoOM AneTbl, o6ecneymBaloLLEen NOCTyNJIeHUe BUTaMuHa B12.



NMoTpebHOCTb B BUTaMUHe B2

BuTamMuH B2 (pnbodraBuH) y4acTBYET B XXU3HEHHO BayKHbIX 0BMEHHbIX MpoLeccax B opraHmamMe. OH HeobxoauM Anq
MPOU3BOLACTBA SHEPI MU M HOPMASIBHOMO POCTA KITETOK.

®dDyHKUUU pubodpnaBuHa:

HEeo6XOAMM ANA CUHTE3a HEKOTOPbIX GPepPMeEHTOB, HanpuMep, draBMHageHHa Hykneotmaa (PAL). daHHbIN
depMeHT Hy)keH anga cnHTesa JHK, ATO (0CHOBHOWM SHEPreTUYeckui cybeTpar) 1 6enKa;

rMoMoraeT ApyriMM BUTaMUHAM rpyrnbl B MporTu XuMmyeckme UsMeHeHusa Ons UX akTuBaumm;

ABNSAETCA BaXXHbIM aHTUOKCUAAHTOM U MPOTUBOBOCMANNTEbHbBIM areHTOM, KOTOPbI MMEET OFPOMHbIe
3alLUMTHbIE CBOMCTBA NpW 3a60/1eBaHMAX CePALLA, PECMMPATOPHbIX 3a60/1eBaHMAX, MOBbILLEHHOM YPOBHE MOKO3bl U
Pas3NMUYHbIX OPYrMx 3a6o1eBaHMAX.

HoBble nccnefoBaHUA MOKa3biBaloT, UTO pUB0dNABUH MOXET UrpaTb POSb B MPodUNaKTUKe paKa, a TakKe noMoraet
60pPOTbCA C MUPEHbIO.

MICTOUHMKU: KeOQpOoBble Opexm, oNaTa, MMHAA b, MeYeHb, LUMMHaT.
ExxegHeBHaa NoTpebHOCTL: 2,5-3,5 Mr.
CumMmnTombl gedpuumra:

Pa3MbITOCTb 3peHns,
MOKEHMeE, 3y KOXKW, TPELLEHbI B Yrofikax pTa;
BblMageHne BOMoc;

aHeMug,

obLas cnabocTh;

CBETOYYBCTBUTENbHOCTb.

UCCNEAQYEMbIN FEH: MTHFR

lfeH MTHFR kopupyeT bepMeHT, Heo6Xoa4MMBbIM ANa o6pasoBaHUAa BUTaMuHa B2. Jiogm ¢
HEKOTOPbIMU rEHETUYECKME M3MEHEHUAMW O0MKHbI KOHTPOMPOBaTbL NoTpebneHme
BUTaMKHa B2. N36bITok pnbodnaBrHa BbIBOAUTCSA C MOYOM, MO3STOMY HET OBLLLErO PUCKaA

nepeno3npoOBKM.
leH Viccnepyembii monmMopduram Baw reHoTtun
MTHFR rs1801133

3AKJTIOMEHMUE:



linie MoTrpe6HoOCTb B BUTaMMUHe B5

ButaMuH B5 (MaHTOTEHOBAs KMCNOTa) HEO6XOAUM OISt
pacLLEenIEHUs XXNPOB U YINeBOOOB;
NMOALEPXaHUS 300POBOrO MULLLEBAPEHUS,
MPOU3BOACTBA KPACHbIX KPOBSHbIX KNETOK;

Nnpon3BOACTBaA NOJIOBbIX TOPMOHOB.

JZl,ech LNT BUTaMMHa B5 BCTpe4aeTCd O4eHb peaKo, 0AHaKOo amcbanaHc MOXXET Bbi3BaTb YCTanocCTb, Aenpeccutio,
Pas3npParxKMTerbHOCTb, TOLLHOTY N YacCTble VIHC]DeKLI,VIVI BEPXHUX OblXaTe/TlbHbIX I'IyTeVI.

VICTOUHMKM: cybNpoayKTbl (MeYeHb U MOoYKM), pbi6a, MOTIOCKM, MOTOYHbIE MPOAYKTbI, AL, aBOKaao, 6060Bble, rpubbl
M cnagKu Kaptodeno.

ExxegHeBHaa MOTPeObHOCTL: 6 M.
CnmMnToMbl gedunumTa:

Aenpeccui, yCTanocTb, PasapaXkUTeTbHOCTb;
pecnmpaTopHble MHGEKLUU.

Bbino nokasaHo, 4To 60nee BbiCOKME O03bl BUTaMMHA B5 MOMOTratoT B 3aXKMBIEHME KOMHbIX PaH, nerknx
IK3eM; CHMXXEHUNM YPOBHA XO1eCTepuHa U TpnmunuepmnnoB 1 ynydlweHnm CMMNTOMOB PEBMaToONOHOIO apTpnTa.

UCCNEAQYEMbIN FEH: PANK4

leH PANK4 koonpyeT GepMEHT, KOTOPbIW aKTUBUPYET BUTaMKH BS5.

leH Wccnenyemblt nonuMopdusm Baw reHoTmn

PANK4 rs7535528 GG

3AKJTIOHEHMUE:

Y Bac He BbiSIBIeHO puUcka aedpuumta BuTaMmmHa B5 npu ycrnoBmu nonHOLEHHOM
pa3Hoo6pa3HoM AneThbl, o6ecneyunBaloLlLei NocTynieHme BUTaMmmHa B5.




limil NoTpe6HOCTb B BUTaMUHe B7

ButamMuH B7 (Mnm 6GMOTUH) HEOBXOAMM A9 KOHBEPTaLMM YITIEBOAOB B MIOKO3Y, KOTopasa 3aTeM UCMOob3yeTcs
B MPOU3BOACTBE IHEPI MU YUaCTBYET B MeETabONM3ME XKUPHbIX KUCAOT M aMUHOKMUCIOT. BUOTUH Hy)XeH AN HOpPMasibHOro
PYHKLUMOHUPOBAHUS HEPBHOWM CUCTEMDbI, MOAAEPKAHNA 3A0POBbSI KOXKM U CTU3UNCTbIX OO0TOHEK.
AKTVBUPYET METAaBOTN3M B KOPHAX BOMOC U HOFTSIX.
VICTOUHWKW: 3eMeHb, ANYHbIN XeNTOK, MeYeHb U LieflbHO3ePHOBbIE XTOMbS.
leHeTUYeckme Bapuaumm pepmMeHTa OMOTUHMOA3bI CBA3aHbl C 60/1ee HU3KUM YPOBHEM BUOTUHa.
ExxegHeBHaa NoTpebHOCTb: 30 Mr.
CnmMnToMbl gednumnTa:

BblMafeHue BOnoc;

NOMKME HOITW;

YCTanocTb;

6eccoHHMLa.
daKTopbl PUCKa HapyLUeHWs BMOTUMHOBOIO BanaHca BKIOYatoT 6epeMeHHOCTb U KypeHue.
UCC/NIEQAYEMbIU TEH: BTD

leH BTD koaunpyeT depMeHT 6UOTUHMAA3Y, KOTOPbIM HEOBXOAMM ONF CUHTE3a BUTaMMHa B7.

leH Wccnenyemblt nonuMopdusm Baw reHoTmn

BTD rs7651039 TC

3AKJTIOHMEHMUE:

Y Bac BbiiBJieH pUCK aedunumnta BuTaMmHa B7. Y6egutecnb, 4to B BawleM pauuoHe
AOCTATOYHO MPOAYKTOB, coAepXalmx BUTaMUH B7. MpOKOHCYNbTUPYMUTECH C BPa4OM O
Heo6XxoAMMOCTU AONOJTHUTENIbHOIO NpMeMa BUTAMMUHHbIX KOMIMJIEKCOB, COAepXaLunXx
BUTaMUH B7.



limit MoTpe6bHOCTb B BUTaMuHe B9

ButamuH B9 (ponaT) HeobxoonM ANs >KU3HEHHO BaXKHbIX MpoLLeccoB: cMHTe3a [HK, MeTunmpoBaHmg, penapaumm
KNeToK, 6e1KoBOro o6MeHa 1M 06pPa3oBaHKA KINETOK KPOBU. TO OUEHb BaXKHO A1 6E€PEMEHHbIX YKEHLLUH U TEX, KTO
nnaHupyeT 6epeMeHHOoCTb. DonmeBas KMcnoTa 1 GonaTt YacTo B3amMo3aMeHsaeMbl. DoneBas KMCNoTa COOePXUTCH B
BUTAMUHHbIX o6aBKax M 060ralleHHbIX MPOoaYyKTax.
ExxegHeBHada noTpebHocTb: 400 MKr Asis B3pocsbix, 400 - 1000 MKr ang 6epeMeHHbIX YXeHLWMH.
CuvMnTOMBbI AeduumTta:

aHeMug;

MOBbILLUEHHbIE YPOBHW FOMOLUCTENHS;

OCNOXHEHUA BO BpeMa 6epeMeHHOCTY;

YBENUUYEHHbIN PUCK CEPAEUYHO-COCYAUCTbIX 3a60/1eBaHUN.
MCTOYHWMKU: TEMHO-3€/1eHble OBOLLM (LUMKMHAT, CNapyka, 6pOKKoK), 6aHaHbl, KNyOHMKa, aneNbChHbl, TOMATHbIN COK,
6060Bble, OpeXxu, Kpymnbl.
PacnpocTpaHeHHble npenapaTbl, B TOM YMCe HECTEPOUAHbIE MPOTUBOBOCMANUTENbHbIE CPEACTBa (ACMUPUH,
neynpodeH), opanbHble KOHTPALENTUBbI, MPenapaTbl, CHUXKALLME XONeCTePUH 1 apTepuanbHoe AaBleHNE, MOTyT
MellaTb MeTabonumsmy GonaTos.

UCCNEAQYEMbIN FEH: MTHFR

[eH MTHFR kogupyeT depMeHT HeobxoaMMbl Ana obpasoBaHMa BUTaMuHa B9. lioaun
C HEKOTOPbIMU FEHETUYECKMMU M3MEHEHUAMMW AOMNXKHbI KOHTPONMPOBaTb NoTpebneHne
BUTaMMHa BO.

leH Viccnepyemblin mnonmmMopdursm Baw reHoTmn

MTHFR rs1801133

3AKJTIOHMEHMUE:




linie MoTpe6bHOCTb B KaNnbLUuUun

Kanbuwmi 9BnseTcs caMblM pacnpoOCTPaHEHHbIM MUHEPaIoM B HalleM opraHmamMe. OH UrPaEeT MaBHYO Posib

B PYHKLMNOHUPOBAHUM HEPBHOM CUCTEMbI, MbILLEYHOM TKaHW, KOHTPOJE apTepuanibHOro A4aBneHus 1 cekpeLumm
WHCYNWHa.

OnnTenbHbIV edULMT KanbLMsa MOXET NPUBECTM K MOTEPE KOCTHOW MacChl M OCTEOMOPO3Y.

[MoTpebHOCTb B KanbLKMK Bo3pacTaeT rnocne 50 net y »eHWuH 1 nocne 70 NeT y My>K4YMH.

CyTouHada NnoTpebHoCTb - 1000 Mr.

CuMnToMamMm gedurumTa Kanbuma MOryT 6bITh: KapUec, TOMKOCTb HOITel, MblLLeYHble Cy40POori.

MCTOUYHMKM KanbLMs: oboralleHHble KanbumMeM nNpoayKTbl (MOOKO, HaNUTKM, KPybl), MOMTOYHbIE MPOAYKTbl (MOTOKO,

kedUp, rpedecKnin MorypT, TBepOble Cbipbl), 3eMeHble NNCTOBbIE OBOLLM, CapaMHbI M NTOCOCH (pbi6a C MATKMMK KOCTAMM),
6060Bble.

UCCNEAQYEMbIN FEH: CASR

[eH CASR KoOoupyeT 6e/10K, KOTOPbIN perynmpyeT ypoBeHb KanbLMa B KPOBU.

leH Wcecnenyemblt nonumMopdusm Baw reHoTmn

CASR rs17251221 AA

3AK/TIOMEHMUE:

Y Bac BbifiBJ/IeH pUCK ﬂed)VILIMTa Kanbuusa. Yéegutechb, 4To B Bawlem paunoHe AOoCTaTO4YHO
npoAyYKTOB, coAepiXalunx KanbLUuUn. npOKOHcyﬂbTMpyﬁTer C Bpa4yoM O Heob6xoaMMoCTH
AOoNoJIHUTe/IbHOIro NnpnemMa MMHepaJibHbIX KOMIMJ1IEKCOB, coepPiXKallunux Ka/lbLUUMA.




limir NoTpe6bHOCTb B KO3H3UMe Q10

KoaH31M Q10 (CoQ10) aBNaeTCs »MPOoPacTBOPUMbIM MPUPOAHbIM coeamnHeHneM. KodepMeHTbl 06blYHO MOMOTatoT
depMeHTaM g obecnedeHmnsa GUoXMMmMYecKmnx peakumin. CoQl0 HaxooMTCa B KaXK4oM kneTke tena. KnetoyHble
MUTOXOHOPUM TpebytoT CoQl10 Ang Npomn3BoACTBa IHEePrmK, KoTopasa Heobxoamma ans pocTta krnetok. CoQ10
MPUCYTCTBYET B 60/1€€ BbICOKUX KOHLIEHTPALMAX B OpraHax, TpebyloLLmMx 60MnbLUEN SHEPI UK MOYKax, MeYeHn 1 cepaue

KneTto4uHbln CoQ10 Takxke GyHKLUMOHUPYET Kak aHTUOKCUAaHT. MpreM CoQ10 MOXKET MPUHECTU MNosib3y NaumeHTaM c
cepaeyHo-coCyaAnCTbIMM 3a60eBaHUAM.

YpoBeHb CoQl0 CHUYKAETCA C BO3PACTOM.

MCTOUHMKM: CyBnpoayKThl (CepaLie, MedeHb 1 MoYKK), a TakKe roBAAnHa, pbl6a, cos 1 panc, apaxumc, Guctallku u
ceMeHa KyH>yTa.

CyTouHaa NnoTpebHOCTbL: 50 Mr.
HekoTopble nekapcTBa (CTaTUHbI M aHTUKOAryNAHTbl) MOMYT CHUMXXaTb ypoBeHb CoQIl0.

Ecnu Bbl XoTUTe NpUHMMaTh fo6aBku ¢ CoQl0, ULLMTe B cocTaBe yBUXUHOM. YBUXUHOM — 3TO NpegnoyTutensHas dopma
Ko3H3MMa Q10, OHa ydllle BCero TpaHCnopTUPYyeTCa B MUTOXOHAPUM.

UCCNEAQYEMbIN FTEH: COQ4

leH COQ4 kognpyeT GepPMeEHT, KOTOPbIN y4acTBYET B CUHTe3e KoaH3uMa Q10.

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

COQ4 rs766317663 cc

3AKJTIOMEHMUE:

Y Bac He BbiSIBIeHO puUcka aedpuumTa KosH3uma Q10 npm ycnoBumn NOJIHOLLEHHOMN
pa3Hoo6pa3Hon AMeTbl, o6ecnevymBaloLleN NOCTyNNIeHUe KoaH3nmMa Q10.
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NMoTpe6HOCTb B JIMKONMUHE

JTnKonwuH - 310 ﬂpKO-KpaCHbIVI KapoTWH. OH 9BNFeTCA OOHUM U3 CaMblX MOLLHbIX aHTUOKCUMOAHTOB, MOCKOJbKY obnapaer
BbICOKOM CMOCOBHOCTbIO yOoandaTtb cBO6OOHbIE pPaguKanbl, mMoOMOraeT 3alnTNTb KOXXY OT COJTHEYHbIX J'Iy‘-lelﬁ. JInkonuH
COLEPXKUTCH BO MHOTUX MPOAYKTaX MNTAaHUA.

Bbicokoe noTpebneHne 60raTbiX TMKOMMHOM MPOAYKTOB aCCOLMNPYETCHA C MOHUMKEHHbBIM PUCKOM PasfIUYHbIX
3a6oM1eBaHmni, B TOM YnCIe CepaevyHO-COCYaMCTbIX, BPOHXMANbHOM acTMbl, HEKOTOPbIX BUOOB paka M BO3PACTHbIX
npo6neM co 3peHnem.

MCTOYHMKM: GPYKTbI U OBOLLM, TaKMe Kak MoMnaopsbl, ap6y3bl, Nanais, po3oBble rpeindpyTbl U KpacHas MOPKOBb.

CyTouHada noTpebHocCTb: 5- 7,5 Mr.

UCCNEAQYEMbIA FEH: BCMOI1

[eH BCMOIT kogmpyeT GepMeHT, KOTOPbIM y4acTBYET B YCBOEHMM KAapOTUHOMOOB.

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

BCMOI1 rs6564851 GG

3AKJTIOMEHMUE:

Y Bac BbisiBIeH puck gedunumnTta NMKonuHa. Yéegutecb, YTo B BalleM paLuoHe A0CTaTOUHO
NPOAYKTOB, COAEPXALUUX NIMKOMUH. NMPOKOHCYNbTUPYUTECh C BPAaYOM O HEO6XOAUMOCTU
OOMNONHUTEeNbHOro NpueMa KOMMJIeKCOB, CoAepXalluX TIMKOMUH.



linie MoTpe6bHOCTb B NIlOTENHE

JTtoTeVH 1 3eaKCaHTWH — eCTECTBEHHO BCTpeYatoLmecs KapoTuHounabl. OHM HaWAOeHbl B BbICOKMX KOHLUEHTpaunax

B MaKyrie 4YesyioBe4eCKoro rnasa-— MarfleHbKOW YeNnToBaToM 06/1acTV CeTUaTKM rnasa Bo3ne AMCKa 3PUTENIbHOIO HEPB3,
KOTOpasd obecrneymBaeT LleHTpasibHOe 3peHune. JTIoTEVH U 3eaKCaHTUH B 3TOWM 061aCTM CHUXKAKOT PNCK BbI3BaHHOTO
CBETOM OKUCITUTENbHOMO NOBPEXKOEHUA. ITO, B CBOKO O4epeb, YMEHbLLIAeT AereHepaLmnio XXeNnToro NaTHa U CHMXKaeT
PUCK KaTapaKTbl, KOTOPble ABAAIOTCH BEAYLLUMMU MPUYMHAMUN HaPYLUEHUSA 3PEeHUSA U CMemnoTbl JTIoTEUH U 3eaKCaHTUH
TaKXKe MMeIOT BaXKHOe 3HadeHue B 06Ler aHTUOKCUOAHTHOM 3aLlUmTe OopraHun3mMa.

Hapq,u,y C ApyrmuMm npmpogHbiIMM aHTUOKCHMOaHTaMy, B TOM Hncne BMTaMMHOM C, 6eTa KapOTMHOM U BUTAaMUHOM E,
NMIOTENH N 3€aKCaHTNH OXPaHAIOT KNETKUM OpraHmn3Ma OT pa3pyLUnTeTIbHOro BO34eNCTBUA CBOBOOHbIX PaOonKanos. ITotenH
TaKXKe MOYKET CNOCO6CTBOBATL 3aLUMTE OT aTepOoCKNepo3a.

VICTOYHMKM: ThIKBa, FOPOX, XenTasa KyKypy3a, CBeKs1a, 6proccenbckas Kanycra, canat 6poKKosy, pOMelnH 1 anctepr,
crnapyka U MOPKOBb. 3TO XOPOLUME MCTOUYHUKM 1M COAEePIKaT OT 1 40 4 MUNNUIrpaMMa NIOTEUHA M 3eaKCaHTUHA Ha MopLUIO.

YT06bl MOMYUYUTH MIOTEUH U 3€aKCaHTUH eLUbTe NTIUCTOBbIE U KPEeCTOLBETHbIE OBOLLM YKENTOrO, OPaHXEBOro 1 3eM1eHOro
uBeTa. JTIoTeMH Nydlle ycBamMBaeTcs Npu npremMe BHyTPb ¢ He6OMbLINMM KONMMUYECTBOM >upa (Hanpumep,
ONMBKOBOE Macro).

UCCNEAQYEMbIN FEH: BCO1

[eH BCOIT koampyeT depMeHT, KOTOPbIM y4acTBYeT B yCBOEHMM KAapOTUHOMOOB.

leH Viccnepyembii monmmMopdursm Baw reHoTtun

BCO1 rs7501331 CT

3AKJTIOMEHMUE:

Y Bac He BbISIB/IEHO O,0MNO/IHUTE/IbHOM NOTPE6HOCTU B NIIOTEMHE NMPU YCITOBUU NMOJTHOLLEHHOM
pa3Hoo6pasHoOM aneTbl, o6ecnevymBaloLL e NOCTYN/IEHUE NIIOTEUHA.

PAKS



linir MoTpe6HOCTb B MarHum
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MarHum aenaeTca BaXKHbIM MWHEepPariom, OH y4acTByeT B MHOIO4UCIEHHbIX ¢)I/I3VIOJ'IOI'I/ILIeCKl/IX nyT4ax, B TOM 4Hnucne
B SHepreTm4eCckom obMeHe, KOHTpOe HepBHOl;I mnMnynbcaynmn, BbICBOGOXAEHUNM Hel;IpOMe,D,VIaTOpOB n perynnpoBaHunm
apTepnanibHOro nasneHuns.

MarHum aenaeTca BaXKHbIM MUKPO3/TEMEHTOM, KOTOprlZ HeobxoauM anqa I'IpaBI/IJ'IbHOI?I pa6OTbI MbILUL, KOENoCTH KocTen
M 300PpOBbA cepala.

CUMNTOMBI AedULUTa: MblLLEYHbIe CyA0POrH, 3arop, MIOX0M COH, HaNPSYKeHMEe UMY MUFPeHb, TPEBOXHOCTb U
Jenpeccus, XpoHUYecKasa ycTanocTb 1 NpedMeHCTpyanbHbl CUHAPOM. Mpu AnuTenbHoM AedulmMTe MarHmsa oTMedatoTcs
6onee BbICOKUI PUCK OCTEOMOPO33, TMMNEePTOHMK, CeEPOEYHO-COCYAUCTbIX 3a60NeBaHnI, HapyLLeHue YyBCTBUTENbHOCTH

K MHCYTUHY.

CyTouHada NnoTpebHOoCTb: 350-500 Mr.

NcToUHMKK: opexn (6pas3nnug, MUMHOAMb, KELLbIO), CEMEHa (TbIKB3, KYH>KYT), aBOKaf0, oBec U 6060Bble, 6aHaHbl Y TEMHbIM
wokonag.

Ecnn NpPn 3aHATNK CMOPTOM Bbl HaCTO NMOoTeeTe UMM 3aMedaeTe MbllleYHble Cyaopory, y6e,El,MTer, 4YTO Ball ypOBeHb

MarHu1g agexKBaTeH. J],pyrl/le MPU3HaKN HMU3KOIo ypPOBHA MarHn4 - MSIOXOM COH, Pa3npaxKmnTesibHOCTb U FOJI0OBHbIE 6onu.
MHorune ONYyPETNKN, B TOM HMCne KOd)eVIH, aJIKOIronb, BTINAKOT Ha YPOBEeHb MarH1d B KPOBW.

UCCNEAQYEMbIN FEH: TRPM6

leH TRPM6 koonpyeT MarHMeBble TPaHCMNOoPTePbl B KULLEYHUKE M MOYKaX.

feH MccnepyemMbln monnMopdusm Baw reHoTtvn

TRPM6 rs1l44134

3AKJTIOMEHMUE:



linir MoTpe6bHOCTb B Meau

Megb - eLle OAMH BaXKHbIN MuHepars. OHa HeobxoouMa ana nognep>xxaHnd 30opoBbA KPOBEHOCHbIX COCyN 0B, HEPBOB,
I/IMMyHHOI;I CUCTEMDbI, KOCTEN U COEAUHUTENbHbIX TKaHEN (BOJ'IOCbI, KOXa, HOI'TN, CyXOXXUNJTNE, CB‘FBKVI).

Mepnb HeobxoamMMa onsa O6pa3OBaHVIﬂ KOJ1areHa, yCBOeHU4A >Kenesa.

Mefb Mcronb3oBanach APEBHUMM erMnTaHaMu Oas8 CTepUmn3aumMm NMTbeBOM BOAbL! U paH, a MTMNMoKpaT UCMosib30Ban ee
019 NNeYeHns pa3Hoo6pasHbIX PacCTPOMCTB. B Halle BpeMd 3TOT a/1IeMeHT [o6aBnaeTca B MPoayKTbl MO YXOAY 32 KOXEN.

Cepbe3HbIl;I ,El,ed)l/ILl,l/IT MeOu BCTpedaeTCd peaKOo M MOXeET ObITb BbI3BaH HEAOCTAaTOUYHbIM €€ NocTyngeHnem c nuLen,
HapylweHMneM BCacCblBaHNA NMNTaTe/IbHbIX BELWECTB (60ﬂe3Hb KpOHa) M npneMoM HEKOTOPbLIX NTeKapCTB.

CyTouHaa NoTpebHOCTb: 1,5 - 3 Mr.
M cTouHMKK: 6060BbIE, LIeNTbHO3EePHOBbIE MPOAYKTbI, OPEXM, TOCOCh, aBOKaA0, CBEKN3, MOPENPOAYKTbI.

HeKOTOpre reHeTn4yeckKmne BapmaHTbl MOIyT MOBbILWLATb PNCK ,D,ed)VILI,I/ITa Mean

UCCNEAQYEMbIN FEH: SELENBPI

leH SELENBPI1 BnvseT Ha GYyHKUMOHabHY aKTUBHOCTb TPAHCMOPTHbBIX CUCTEM,
YYaCTBYIOLLMX BO BCacCbIBaHUM MeAW.

leH Viccnepyemblin mnonmmMopdursm Baw reHoTmn

SELENBPI1 rs2769264 TT

3AKJTIOHMEHMUE:

Y Bac He BbiSIBNeHO puUcka aedbuumTa Meam npm ycrioBMU NONHOLIEHHOW pa3sHOO6pa3HoM
AueTbl, o6ecrneynBaloLLEen NOCTyN/IeHUe Meau.
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linit MoTpe6bHOCTbL B cefieHe

pALS

CerneH - MUHeparn, KOTOPbI UFpaeT BakKHYO POSib B 300P0BOM GYHKLMOHMPOBAHWU PENPOAYKTUBHOM U UIMMYHHOM
CUCTEMDI, @ TaKXKE LLUMTOBMUOHOM »ene3bl. CesieH - MOLWHbIM aHTUOKCMAAHT. OH ABNAETCA COCTAaBHOM YacTbto 6os1ee OByX
OECATKOB CEeNeHOMPOTEUHOB, KOTOPbIE AeNCTBYIOT B CUHEPT UK C BUTAMUHOM C, BUTaMUHOM E U MMyTaTUOHOM.

VccnenoBaHKMa MOKasblBatkoOT, UTO ONTUMarbHoOe NoTpebneHune ceneHa cCnocobCcTBYET AONTONETUIO U MOBbLILIEHWIO
depTUnbHOCT.

daKTopbl, KOTOPbIE MOIYT CNOCOBCTBOBATb AePULUNTY CEMEH, BKMIOYAIOT KyPEHMe, YpeamMepHoe ynoTpebneHue
aNKorons, CTPECC, NpUeM opasnbHbIX KOHTPALENTUBOB M ayTOMMMYHHbIE COCTOSAHUSA (PEBMaTOMAHbIN apPTPUT, BONYAHKA,
Lenmakums).
BoraTtble ceneHoM UCTOUHUKU MUK - TEAATHUHA U MOpenpoayKTbl. CeneH NpUCyTCTBYET B MOYBE U, CNefoBaTeNbHO,
Hanbonee BbICOKO KOHLIEHTPUPYETCH B PaCTUTENbHbIX MPOAYKTaX, BblpalLleHHbIX B 60raton ceneHom noyse: GpyKrax,
oBolLax 1 3nakax. CeneH Takyke COAePXKMTCA B rpmbax (B HaCTHOCTU, FPUObI LUMWTaKE) 1M 6PpasmnIbCKUX Opexax.
CyTouHada NoTpebHOCTb: 55 MKr.
CnMnToMamMm eduLLmTa ceneHa MoryT 6bITh:

HapyLleHVe paboTbl LUMTOBUOHOM Xenesbi;

3aboneBaHua OnopHO-OABUIraTe/TIbHOIO anmnapaTa;
XPOHUMYeCKad yCTasloCThb.

UCCNEAQYEMbIN FEH: SELENOF

leH SELENOF cBa3aH C ypOBHEM CefleHa, TOYHO ero GyHKLMUA HEU3BECTHA.

leH Viccnepyemblin mnonmmMopdursm Baw reHoTmn

SELENOF rs561104

3AKJTIOMEHMUE:



limir NoTrpe6bHocTb B pochope

docdop - BTOpOM Mo pacnpoCTpaHEeHHOCTV MUHepan B opraHuame. OH HEO6XOAMM AN HOPMabHOTO
OYHKLMOHUPOBAHUS KNETOK, MUHEpanmn3aumm Koctel 1 3y6os. Okono 85% dochopa HaxoamnTcs B KOCTAX U 3ybax. Kpome
TOro, 6e3 pocdhopa HEBO3IMOXKHbI MPOLLECCHI KNETOYHOM CUTHANM3aumm, Mpou3BOACTBA SHEPT UM, MULLIEBAPEHNS,
FOPMOHaNIbHOIO PeryMpoBaHms.

CuMnToMamMu gedunumnta pochopa MoryT 6biThb:
CHUYKEHME MUHEepPanM3aLmMmM KOCTHOM TKaH W,
OLLyLLEeHME OHEMEHMUS B BEPXHUX U HUIKHMX KOHEUYHOCTSX;
cnabocTb, NoTepsa anneTmTy;
6eCrnoKonCTBO.

CyTouHaa noTpebHocCTb: 1000 Mr.

VICTOYHMKM: FOBAAMHA, KYPULLE, MOMOYHbIe MPOAYKThI, pbi6a (Tpecka, TyHel, CapAunHbl, NanTtyc). daconb, opexu 1 cemMeHa
ABNAOTCA TyYLUUMU PACTUTENbHBIMU UCTOUHMKaMUK docdopa.

Mpu HekoTopbIX 3a6oneBaHUaX (CaxapHbl AnabeT, 6onesHb KpoHa 1 Lenmakug), npueMe HeKOTOPbIX NeKapcTB
(@aHTauuabl M ANYPETUKM), Upe3IMEePHOM NOTPe6NeHMM anKorona MOXET CHUXKATbCA ypoBeHb docdopa B opraHmnsme.

UCCNEAQYEMbIN FEH: CSTA

B KpymnHbIX UCCrnegoBaHMax 6bI10 YCTaHOBNEHO, YTo reH CSTA BNuaeT Ha ypoBeHb docdopa.

leH Viccnepyembii monmMopduram Baw reHoTtun

CSTA rs17265703 AA

3AKJTIOMEHMUE:

Y Bac He BbisiBIeHO pucka aedpuumnTta pocdopa npm ycnoBum NosIHOLLEHHOM
pa3Hoo6pa3HOM auneTbl, o6ecneumnBaloLllen noctynieHme pocoopa.




linir MoTpe6HOCTb B LLUHKE

PALS]

LIMHK ABNAETCA BaXXKHbIM MUKPO3TEMEHTOM, KOTOprl;I Tpe6yeTcg ON9 MHOTUX PerynaTtopHbIX N OBMEHHbIX npoueccoB B
opraHmsamMe.

OH HeobxooMM ana HOPMasibHOIro NPOoTeKaHNA NMPoLEeCCOB 3a>XKUBJ1IEHUA PaH, OeNTeHNA KNEeTOK, CMHTEe3a
6em<a, 060HAHNA U BOCMNPUATUNA BKYyCa.

CuMnToMaMu gedumnTa LMHKa MOTyT 6bITb:

HapyLleHne paboTbl UMMYHHOM CUCTEMbI (4AcTble MPOCTYAbl U UHPEKLMM);
ovapes;

noTepsa anneTuTa;

Me[LTIeHHOe 3a)KMBIEHUE pPaH,

BblNageHue BONoc;

BANOCTb.

NCTOUHMKM: MNPOAYKTbl C BbICOKMM CcoepXKaHMeM 6enka. CnenyeT OTMETUTb, UTO B roBdanHe, CBUHNHE N 6apaHe 6onblue
LUNHKa, YeM B pb|6e. TeMHOe MAco KypUWL bl cCOOEPXUT 6onblUe LMHKa, YeM Genoe. ,D,pyI'MMM XopownMm MCTOHHUKaMU
LUNMHKa ABNF0TCA MOPENpPOOYyKTbl, OpeXn, CeEMeHaq, LleNTbHble 3€PHa, 6060Bble N OPOXOKN.

CyTouHada NoTpebHOCTL: 15 Mr.

BeretapuaHubl 1 BeraHbl MogBepratoTca 60ﬂbLLIeMy PUCKY J:l,erMLI,I/ITa 3TOro a/1IeMeHTQ, MOTOMY HTO LUMHK U3
paCTI/ITeJ'IbHOl;I MM YCBaMBaETCH B HETbIPE pa3a C/TIoXKHEee, HeM N3 MdACa.

AHTVI6I/IOTI/IKI/I, a TaKXXe MO4YeroHHble CpencTBa, BK/1KOHadA KOCbeVIH N aNIKOTOJ1b, MOTYT MOBJTMATb Ha YPOBEHb LMHKa.

UCCNEAQYEMbIN FEH: SLC39A4

[eH SLC39A4 KoOMpPYET TpaHCMopTep, KOTOPbI OTBEYAET 3a BCACbIBaHME LIMHKA M3 TOHKOIO

KMLLEYHMKA.
leH Viccnepyembii monmMopduram Baw reHoTtun
SLC39A4 rs1057523837 GG

3AKJTIOHEHMUE:

Y Bac He BbiSIBNNIeHO puUcKa aepuumMTa LLUHKA NpU YCII0BUM NONTHOLLEHHOMW pa3HOO6pa3HoM
AneTbl, o6ecneymnBaloLLLEen NOCTyNJIeHUe LMHKa.



limie Mpeapacnono)XXeHHOCTb K NMULLLIEBOU
anneprum

3a nocnegHue 20 NeT YMUCIIO CNyYaes NMULLEBOKM aneprum BO3pOoCso, YTo ABNAETCA BaXKHOM KITMHUYECKOM U
obLecTBeHHOM Npo6nemMon BO BCEM MUPE.

VccneqoBaTtenu CUMTAOT, UTO reHeTudecKkue GakTopbl UrpatoT peLuatoLLyto porb B 80% crydyaeB NuULLEBOM anieprim.
3HauMTeNbHbIN BK1a4 BHOCAT U Apyrue GakTopbl - obLiee COCTOAHME 300P0Bbg, patoTa MMMYHHOM CUCTEMBL.

Cpe,D,I/I CUMMTOMOB MULLLEBOMN anneprm MoryT BCTpedaTbCHd:

KOXHbIM 3yO 1 BblCbINMaHWA;

60nb B XMBOTE, TOWHOTa 1 OMapeyd,
cnesoTedeHune;

Kallesb, OTeYHOCTb CAIN3UCTOM pTa.

BaykHO: NuULLEeBas anneprua MoXXeT NPUBOAUTb K CEPbe3HbIM MOCIeACTBUAM - aHaPUIAKTUUYECKOMY LLIOKY U OTEKY
KBUHKe!

UCCNEAQYEMbIN FEH: CIIORF30/LRRC32

TouHas byHKLUNA reHa CTTORF30/LRRC32 HeM3BeCTHa, B KPYMHbIX MCCrieqoBaHmnax
YCTaHOBMNEHO, UTO 3TOT NEH aCCOLMMPYETCH C MULLEBOMN anneprmuemn.

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

CTIORF30/LRRC32 rs7936434 CG

3AKJTIOMEHMUE:

BbisiBrieHa npeppacrnofioXXeHHOCTb K nULLEeBOM anneprmu. npOKOHcyﬂbTMpyVITer Cc
BpayvyoM-ansieprosiorom i gneToséioromMm o Heo6Xo04UMOCTU AOMNONHUTENbHOIO
o6cnegoBaHUsa U runoannepreHHoﬁ auneTtbl. F[eHeTUYeCKnm TecTt onpependeT ToIbKO
npeapacno/ioXXeHHOCTb K AaHHOMY COCTOAHUIO, A1 NOCTaHOBKU AMNarHoO3a MOXXeT
nOTpGGOBaTbCﬂ MMMYHOJTOrM4eckoe o6cnepoBaHue.
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linie MpenMyLLECTBO BbICOKO6e/1KOBOU AUETDI

[ueTa c BbICOKMM cofepykaHmneM 6e/ka MoapasyMeBaeT, UTo 6oree 20% noTpebnaeMbix Karnopuii npencrasneHsbl
6enKoBbIMU MPoayKTaMu, TakKMM 06pasoM NoTpebaeTca MeHblle YITIEBOAOB UM KMPOB. Takaa AneTa No3sonseT
YMEHbLNTb YyBCTBO MOMTOA3, MOBbICUTb CKOPOCTb META60IM3Ma U COXPAaHMUTb MblLLEUHYO Maccy. Mpu yMeHbLUeHNI
noTpe6reHns yrneBonoB, OpraHn3M HauMHaEeT UCMOMb30BaTh B KAUECTBE «TOMIMBa» XUP.

[ononHnTenbHbIN 6e10K MOXKET nocTtynaTtb U3 606OBbIX, MSICa, OPEXOB, ANL, MOPENMPOAYKTOB U Cbipa. 9TWU OMETbI HacTo
OrpaHN4YMBalOT yIeBObl, TaKMe KaK Kpyrbl, 3/1aky, CbpyKTbI M, BO3MOXXHO, OBOLLUW.

peKOMeH,D,yeMaﬂ HOPMa I'IOTpe6J'IeHl/IF| 6enka B AeHb ANq B3POC/Oro YesfioBekKa CoCTtaBndeT 0,8 rpaMM™M Ha KMnorpamm
MacCcChbl Tena.

UCCNEAQYEMbIN FTEH: TFAP2B

[eH TFAP2B (TpaHCKPUMNUMOHHbLIM dakTop AP-2 6eTa) oTBe4YaeT 3a cnHTe3 6enka AP-2 6eTa.
DTOT 6eMOK perynmpyeT KNeTouHoe AeneHne 1 rnbenb KNeTok. JTioamM ¢ HeKOTOPbIMM
BapMaHTaMU reHa fyyLle pearmpyroT Ha BbICOKOBENKOBYIO ANETY.

[eH Viccnepyembliin nonmmopdursm Baw reHoTmn

TFAP2B rs987237 GG

3AKJTIOMEHMUE:

C yyeToM Balmx reHeTUYECKMX 0CO6eHHOCTEN BbiICOKOGENKOBas AueTa MoXeT 6biTb And
Bac HeadpPeKTUBHOMN.




limi penMyLLLIEeCTBO HU3KOXXUPOBOW AUETDI

O6LWana pekoMeHOauus - orpaHnYnTb NoTpebreHne Kmpa A0 35% oT 06Lero KonmMyecTsa Karopuii U KOHTPOIMPOBATb
noTpe6reHne HaCbILLEHHbIX YKMPOB.

[lneTa c HU3KUM COLEPIKAHNEM KMPOB OrPaHUNYMBAET NOTPebneHne XmMpos Ao 20%, B TO e BpeMs yBennymBaeT
noTpebneHmne 6eKOB U CIOXHbIX YINeBOA0B. MOHUTOPUHI HAaCbILLEHHbIX YXUPOB OCOBGEHHO Ba)keH: He MeHee 12%
CYTOYHbIX KalmopUIM OOMKHbI MOCTYMaTb U3 MOMW- U MOHOHEHACBILLEHHbIX XXMPOB. OcTanbHble 80% Kanopui B paLMoHe
MpPOUCXoOaT U3 Yri1eBOA0B U 6e/TKOB C 06LWMMU peKoMeHAaunsaMu noTpebnaTb okonio 55-60% yrnesonos v 20-25%
6enkoB. [lneTa C HU3KMM COAEPXKAaHUNEM YKNPOB M BbICOKUM COAepKaHMeM BefKa OCHOBaHa Ha yBeNmMUYEeHMM KOTMYeCTBa
6enka 0o 40% Npuv o4HOBPEMEHHOM CHWXEHUK NoTpebneHnsa yrnesonos 0o 40%.

UCCNEAQYEMbIN FEH: LIPC

MHoro4ymcneHHble KpyrnHOMacLUTabHble MCCrieqoBaHMe Mo CHMKEHMIO Beca NoKasanu, 4To
noan C BapaumsaMy reHoB, CBA3aHHbIMU C YyBCTBUTENbHOCTbBIO K XXUPY (Takume Kak FTO,
PPARG, APOA2, LIPC), 6onee 4yBCTBUTENbHbI K AMETAM C HU3KUM COAEPXKaHUEM XKMpPa, ecrun
MX LLeNblo ABNAETCA NoTeps Beca.

leH Viccnepyembliin nonmmopdursm Baw reHoTmn

LiPC rs2070895

3AKJTIOMEHMUE:



line [penMyLLeCTBO HU3KOYNIE€BOAHOW AUETDI

YrneBopbl ABNAIOTCS OCHOBHbIM MCTOYHUKOM 3SHEPT UM, TaKXKe BMeCTe C YIIeBo4aMU B PaLMOH MOCTYMNatoT BUTAMUHDI,
MUHEepasbl, aHTUOKCUAAHTbI U KNneT4aTKa. CyLLEeCTBYET [,Ba OCHOBHbIX TUMNA YINeBOAOB: MPOCTble (M/IOXME) U CITIOXKHbIe
(xopoLumne).

[MpocTble yrneBoAabl BKIIOYAIOT CMagke NpoayKTbl, MakKapoHbl, xneb v 6enbin puc. CNoXkHble yrneBOoAbl — 3TO LefbHble
3/1aKn n 606OBbIe, BKJ/1KOHaqa KOpl/ILIHeBbIl;I pnucun x1eb 13 LeNbHOM MeHULbl [oNe3HO eCTb CIOXHble yrnesonbl

Iiogu ¢ reHeTUYeCcKUMU N3MEeHEeHUAMU B HECKOMbKUX reHax, CBA3aHHbIX C OXXUPEHUEM, UMEIOT HU3KYIO
UYYBCTBUTENBHOCTb K MHCYNUHY U BBICOKUI YPOBHb MIOXOro xonectepuHa (JIMHIM). 3T niogu MoryT nony4mTb 6onblue
MoMb3bl OT HU3KOYMEBOAHOM AMETh], KOTOPasa yMeHbLLaeT KONMMUYeCTBO Kafopuii U3 yrneBoaoB U npegiaraeT noytu
paBHble MPOMOPLUM UPOB U 6eNKOB.

HuskoyrneesoOHaa AMeTa orpaHUYMBaeT TUM U KOMUYECTBO YIT1eBOA0B, KOTOpbIe Bbl eauTe. B Lenom, Takaa aneta
dokycupyeTca Ha 6enkax, BKodas MACo, MTULLY, PbiBY 1 AL, @ TakKe HEKOTOPble HEKPAXMaiUCTbie OBOLLM.
HuskoyrnesoAHaa AmMeTa 06bIYHO UCKITIOYAET UMM OrPaHNYMBaAET GOMbLUMHCTBO 3€PHOBbIX, 6O060BbIX, PPYKTOB, XNeba,
crnapocTel, MacTbl U KPaxManucTbiX OBOLLEM, @ MHOM4A OPEXOB 1 CEMSH.

[neTbl C HU3KMM cofepPXKaHWEM YINIEBOLOB MOIYT MOMOYb MPEefoTBPaTUTb Pa3BUTUE MM OBNErYnTb TEYEHME CEPbE3HbIX
3aboneBaHUM, TaKUX Kak OMabeT, rmnepToHMYecKaa 6onesHb 1 T.40. ITHeBHOM NMMKT yrnesoaos oT 60 0o 130 rpaMm

TUMWYEH 019 HN3KOYINeBOOAHOM ONETbL. DTO KONTMYECTBO YrreBoaoB obecrnedmBaeT oT 240 no 520 kanopwui.

Bbl60p ONETbl C HN3KUM coepXXaHNeM yrneBOLOB MOXXET NMOMOYb CHN3UTb YPOBEHbDb XONNeCTepMHa U Caxapa B KPOBW.

UCCNEAQYEMbINA FEH: LIPF

leH Viccnepyemblin mnonmmMopdursm Baw reHoTmn

LIPF rs814628 AA

3AKJTIOMEHMUE:

Mpwu >XxenaHUU CHU3NTb Bec Ana Bac MoeT 6biTb 3dpPeKTUBHA AneTa C NOHUIKEHHbIM
copgep)XaHueM yrnesoaos. PaLMOH NUTaHUA PEeKOMeHAYeTCs COCTaBUTb COBME@CTHO C
ANETONIOroM, NOCKOJIbKY He,oCTaToOuHOE NOCTyrN/IeHUe YINeBOA0B MOXXeT HaHeCTU Bpep,
300pOBbIO.



i penMyLecTBO CpeAN3e MHOMOPCKOW AUeTbI

Cpeon3eMHOMOPCKasa AMET], KaK U3BECTHO, Mosie3Ha A9 300poBbs. OHa 6orata MOHOHEeHaCbILWEeHHbIMMK
(»XOPOLLUMM») XKUPAMK, yIOTPeBIEeHUE KOTOPbIX CHUYKAET PUCK 3a60/1eBaHNIN cepOe4YHO-COCYaUCTON CUCTEMBI.
CpeonseMHOMOopPCKada AneTa Cnoco6CTBYET MOBbLILLEHMIO YPOBHSA «XOPOLLEro» XONecTepuHa,

3aMefsIeHMIo CTapeHMs Mo3ra.

CymnTaeTCsd, UTO CPEeaAM3EMHOMOPCKANA AMETA TaKXKe CHUYKAET PUCK PA3BUTUSA OHKOOMMYECKUMX 3ab0o1eBaHuM, 6GonesHen
MapKMHCOHa 1 Anburemmepa.

CocTaB cpean3eMHOMOPCKOM ANETbL 35% exxeHEBHbIX KafIoPUI - XXMPbl, B TOM YMUcne 00 22% - MOHOHEHACbILLEHHbIE,
20% - 6enoK XOPOLLEro Ka4yecTBa pblbbl U MACa, [0 45% - yrneBoabl

UCCNEAQYEMbIWA FEH: TCF7L2

leH Viccnepyembin monmmMopdursm Baw reHoTtun

TCF7L2 rs7903146

3AKJTIOMEHMUE:




HyBCTBO HacCbILLeHUSA

CbITOCTb OTHOCUTCS K CI)VI3VI‘-|€CKVIM OLLYLLIeHUAM MOMHOTbI OT eAbl. Koraa CbITOCTb HAaCTyMnaeT BOBPEeMS, MO3I rnosly4aeTt
CUIrHan o OCTaTOYHOM MoJlydeHM Kanopu ", OOHOBPEMEHHO C 3TM YMeHbLUaeTCHd 4yBCTBO rojioa.

[nga Toro, 4TOObI npoasiMTb HyBCTBO CbITOCTWU:

noTpebnainTe 6onblUe 3e/IeHU U OBOLLEM, KOTopble 60raThl KNeTY4aTKOM.

nenTe 60sblUe XUOKOCTU MeXay nprueMaMu MuLLM 1 3a nosyaca 4o npuema My — 30Hbl FONTOBHOMO
MO3ra, OTBEYaloLLME 33 XKaXKdy 1 rofof, HaxXoAaTCA PAAOM, MO3TOMY Ye/TOBEKY CBOMCTBEHHO MyTaTb 3TW [Ba OLLYLLIEHUS.
VIHOMBUAOYaNbHYO MOTPE6HOCTb B BOAE MOXHO NTErKO pacymTaTh: 25 M Ha 1 KI Macchl Tena.

UCCNEAQYEMbIA FEH: MC4R

[eH MC4R oTBe4YaeT 3a YyBCTBO HacblWeHUs. Korga B reHe eCcTb onpefeneHHasa Mytaums,
YyenoBekK nocsie NpMemMa NuLLM He MCMNbITbiIBaeT MOSHOLLEHHOMO HACLILLEHMSA U NPOoLo/HKaeT

ecTb.
leH Wccnenyemblvt nonumMopdusm Baw reHoTmn
MC4R rs17782313 TC

3AKJTIOMEHMUE:

Y Bac reHeTU4YeCKMU 06ycn03neHHoe 3aMesieHHoOe 4YyBCTBO HacCbIWWeHUSA, YTO MOXKeT
Cnoco6¢cTBOBaTb CKNIOHHOCTU K nepeegaHuio. 3aKaHuMBauTe npueM nMULUm cnerka
roaogHbIM - HyBCTBO HacCbIWWEeHUA NpUuaeT 4yTb No3XKe. CneauTb 3a NTUTAHUEM NMOMOXKET
NULLEBON OHEBHMUK.



i 9MKo3aneHTaeHoBass KMUC/OTa

SMKo3aneHTaeHoBada kKMcnoTa (AMNK) oTHOCUTCA K oMera-3-MoSTMHEHACHILLEHHbBIM YXUPHbBIM KMCIOTaM. OTU KUCAOThI
MrpatoT BaXKHYIO POJIb B METaboNM3Me U ABNSAI0TCA HE3aMEHUMbIMU: OPraHM3M YeNoBeKa He MOXET CUHTE3UPOBATb UX
33aHOBO, HO MOXXET MpeBpPaTUTb anbda-nnnoesyto KMcoTy B MK MK npoaBnaeT rmnonmnmageMmyeckoe,
MMMYHOMOAYNMUPYIOLLEE, aHTUKOATyNaHTHOE (pasymkatoLlee KPoBb) M aHTUTUMEPTEH3UBHOE AENCTBUSA.

AfekBaTHOe exxegHeBHoe rnoTpebneHne MK ona B3pocCibiX JOIXKHO COCTaBAATb He MeHee 220 Mr B eHb.
B pauuvoHe: oT 2 00 3 NoOpLUIA XXUPHOM pblbbl B HEO,ENIO, YTO COOTBETCTBYET NpuMepHOo 1250 mr MK 1 ArK B AeHb.

Ba)kHo! JTtoau, KOTopble MPUHUMAIOT NTeKapcTBa Pas3iKatoLLmne KpPoBb, Takue Kak BapdapuH, Knonugorpen (MnaBuKc)
VMU acrVPpUH, U Te, KTO CTpafdaeT reMobunmei, 4oMKHbl MPOKOHCYETPOBATHCA C NleUallMM BPaYoM.

SMK nopoep>xMBaeT afeKBaTHYIO CTPYKTYPY BCEX KNETOUHbIX MeMbBpaH. B KIMMHMYECKMX MCCnefoBaHUax 6bI510 MOKa3aHo,
yTo IlK:

yMeHbLUaeT 601eBo CUAPOM NPU apTpUTaX;
nomMoraet Npu genpeccusx;
YMeHbLLAET yPOBEHb «T/TOXOro» XoNnecTepuHa.

UCCNEAQYEMbIN FEH: FADSI1

MpoayKT reHa FADST noMoraeT npeBpaTuTb anbda-nnoeByto KMcioTy B MK

[eH MccnepyemMbln monnMopdusm Baw reHoTtvn

FADSI1 rs174547 CT

3AKJTIOMEHMUE:

Y Bac BbiSIBNIeH pUCK aeduULUTa SMKOo3aneHTaeHOBOM KUC/OTbL. Y6eauTechb, UTo B Bawiem
pauuoOHe AO0CTAaTOYHO NPOAYKTOB, COAEPXKALLUX SIMKO3aNeHTAaeHOBYIO KUC/OTY.
MpPOKOHCYNbTUPYMUTECH C BPAa4OM O HEO6XOAUMOCTHU A,0MNOJIHUTENIbHOIO NpUeMa
KOMIJIEKCOB, coAep)XallumnX 3MKO3aNneHTAaeHOBYIO KUCTIOTY.



(LI CnopT

N KPACOTA R —

XyAOXeCTBeHHoe
npousBegeHuUe Us caMmoro
cebq.

®Degop floctoeBcknu

BALL PE3YJIbTAT:

MPU3HAK MOMUMOP- g \ppAHTBLE e 3AK/IOYEHUE
OU3M FEHOTUN
Cnopt
GG Hn3kag nepeHoCcUMoCTb
As3po6Had Harpyska VEGFA rs2010963 CG GG a3pPO6HbIX GUIMUECKMX
cC Harpysok.
GG
BblHOCAMBOCTb ADRB3 rs4994 AG AA Hu3Kas BbIHOC/TMBOCTb
AA
B AA
bICOKOMHTEHCMBHbI® MCTI1/SLCI6AT rs1049434 T T Bblcokas yToMsgeMocTb
TPEHUPOBKU AT
M oA M
efneHHoe NE 11800629 AA GA e[lleHHOe BOCCTaHOBEHMNE
BOCCTAHOBEHUE MbILLIL, MblILLIL,
GG
GG
MbiweYyHas cunia IGF1 rs6220 AA AA O6blYHaga MbllLeYHasa cuna
GA
OTKIMK Ha YNparKHeHWA GA BbiiBeH NOBbILWEHHbIN OTKAMK
019 NOBbILWEeHNA LOC400950 rs4952535 GG GA Ha ynpaxHeHus ona
MaKCMMarbHOro AA MNOBbILLUEHUS MaKCUMaNbHOIO
MornoLeHus Krucnopoaa MOrnoLLeHus Knucnopoaa
(VO2max)
MpenmyLlecTsa T Bbicokas apdeKTBHOCTD
yNpaXkHeHun onsa EDNI1 rs5370 GG GG duU3mMYecKom akTMBHOCTM ONa
apTepuranbHoOro GT CHUYKEHWA apTepuanbHOro
naBneHma naBrneHma
. CcC .
TpaBMbl CyXOXUININ N COL5AT 112722 T cT HU3KMIM pUcK TpaBm
CBA30K cT CYXOXUUIN 1N CBA3OK
AG 0
YpoBeHb L-KapHUTUHa ALX3 rs1466788 GG AA PEAPACTONOKEHHOCTD K
AA BbICOKOMY YPOBHIO KAPHUTUHA

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.
OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.
226 *MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



MPUSHAK MOJIUMOP- g\ ppyapTHr  BAW 3AK/IOYEHVE
OU3M FEHOTUN
Cnopt
GG He BbigBNeHO
YpOBEHb 3pUTPOMO3TUHA EPOR rs370865377 AA GG npenpacrioyioxXeHHOCTM K
AG BbICOKOMY YPOBHIO
3PUTPOMNO3TUHA
KpacoTta
3 7 CG - ;
ALLMTHbIE CBONCTBA NQOT 12917666 GG cG HMXKEHbI 3aLLIMTHbIE CBOWCTBA
KOXW KOYKM
CcC
MoeKACBDEMEHHOE AA [MNpenpacnonoXeHHOCTb K
pexaesp SOD2 rs4880 GG GG npexxneBpeMeHHOMY
cTapeHue
AG CTapPEHUIO KOXM
AG
CK/TOHHOCTb K akHe LOC107985745 rs7531806 AA AG MpenpacnonoXeHHOCTb K akHe
GG
TT o
CKMOHHOCTb K MMnKaumm AGER rs2070600 cc cc PEAPACTONOMEHHOCTL K
FMUKNPOBaHMUIO
CT
C cT ° .
KTOHHOCTb K ELN rs7787362 'us cT OBblLIEeHHbIN PUCK
pacTaXKKaM Ha Koyke cc MOSIBMEHUS PACTAXKEK
GG
CyXOCTb KOXM AQP3 rs2227285 CcG CG CK/TOHHOCTb K CYXOCTU KOXXW
CcC
CT He BbigBNeHa
doTocTapeHmne LOC105374069 rs322458 CcC CT npenpacnonoXeHHOCTb K
TT doTocTapeHuUto
/T He BbigBneHo
XpymnKoCTb KonnareHa MMPI rs1799750 cc/cc TC/TC MNpenpacnonoXeHHOCTU K
T/TC YCKOPEHHOM noTepe KonareHa
TC/TC

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.
B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



MPUSHAK MOJIUMOP- g\ ppyapTHr  BAW 3AK/IOYEHVE
OU3M FEHOTUN
KpacoTta

AA MpenpacrnonoXeHHOCTb K
YyBCTBUTENbHOCTb KOXU IL4R rs1801275 AG AG MoBbILLEHHOMN

GG UYBCTBUTETBHOCTU KOXM
y T "

YBCTBUTENbHOCTb KOXM 1s1015362 cc cc opMarnbHagd

K ConHuy ps UYBCTBUTENBHOCTb K COMHLLY

* 3efleHblM LBETOM BblaefieH Hanboree pacnpoCTPaHeHHbIM- «06blYHbIN» BapUaHT reHa.

OparKeBbIM LIBETOM - BbigBIEHHas 0COBEHHOCTb.

*MpUYnHOMN pesynbTaTa «He orpeneneHo» MOXeT 6bITb HEAOCTaTOYHad CTeNeHb MPOYTEHMA B AaHHOM 061acTy reHoMa.

B HOpMe y YenosekKa Mnpw NoHOreHOMHOM CEKBEHMPOBAHUM pe3y ibTaT MOXET 6biTb He onpeaeneH NpuMepHo ang 5% reHomMa



limir AspobHaa Harpy3Ka

Cucrematmnyeckme aapo6Hble HarpyskKm npmBogdAT K NMOBbILLUEHNIO BbIHOC/ITMBOCTA 6naro;|,apq MHOTOYNCITEHHDbIM
afanTUBHbIMU PeaKLMAMU Ha TPEHWNPOBOYHbIE CTUMYIIbL. T OTBETbI BKITIOYAIOT YBENTMYEHUE YMCna KanuinsgpoB BOKPYT
Ka>XOo0ro MbllLe4YHOro BOJ/TIOKHa, UTO NpMBOOUT K YNTYHLLUEHWNKO ra3o-TernsioBoro obMeHa, KpOBOCHa6>KeHI/IF| N YCKOPEHUIO
BblBEOEHNA MPOOYKTOB MeTabonusma.

MpenMyLLecTBa aspo6HbIX Harpy3okK:

yBenuunBatoT 3bdEKTUBHOCTb ObIXaHUS;

YIy4LLAOT OCTaBKY KPOBU B MblLLLLbI,

yryuyLlatoT paboTy cepaua yBenmumnmBeatoT yaapHbii 06beM UK KONMMYEeCTBO KPOBY, MepeKadBaeMoin 13
YKesy[oouKa, BO BpeMa KayKOoro CokpalleHmnsa cepala;

YBENUUUMBAIOT CepeyHbli1 BbIGPOC UM 06beM KPOBY, MepeKavmBaeMblil CePALEM KaXKOYo MUHYTY;

YMEeHbLLAIOT YacToTy Mysibca B MOKOE;

YIy4LLAOT CNOCOBHOCTL OPraHM3Ma MCMob30BaTh XXMP B KAYeCTBE MCTOYHWKA SHeprny;

MoOenupytoT GUrypy, yMeHbLLAas >KMPOBbIe OTIOXEHUS;

YKPennstoT MblLLbI,

YKPENNSIoT CBA3KM, CyXOXMUNUA N KOCTY;

MOMOraloT CHU3UTb PUCK Pa3BUTUA ULLIEMUYECKON 6oNe3HU cepalla, paka v auabeTy;

MoMoraloT yMeHbLLINTb 6ECMOKONCTBO 1 CTPECC;

rnoMoraloT BaM UyBCTBOBaTb ce6d Ny4lle B LLeSIOM.

MepeHocnMoOCTb 83p06HbIX Harpy3oK 3aBNCUT B TOM HCrie N OT reHeTU4YecKom npenpacnosioxKeHHOCTW.

UCCNEAQYEMbIN FEH: VEGFA

leH dpakTopa pocTa aHaoTenma cocynos (VEGFA) cBA3aH C CUHTE30M OQHOMMEHHOM
Monekynbl - VEGFA, KoTopas NPUHMMAET ydacTue B 06pa3oBaHMM HOBbIX KPOBEHOCHbIX
COCynoB (aHrMoreHes) mocne TPEHMPOBKMW. 3Ta afanTauunsa Nno3BoAsgeT OpraHn3My yBennimnTb
nocTynneHne NnMTaTenbHbIX BELLECTB U KMCNOPOAa K TPEHUPOBAHHbBIM MbILULLAM, @ TaKXKe
yOanuTb NPOoAyKTbl MeTabonmnama. VEGFA KOCBEHHO CBA3aH C paclUMpPeHMNEM KPOBEHOCHbIX
cocynoB (BasogunaTaumen). KpoBOTOK K MblLLLLI@M yBeNnMumnBaeTcs, Mockonbky VEGFA
3anycKaeT CMHTE3 OKCMAA a30Ta M Apyrve MOMeKy bl, KOTOpble paccnabnsaoT KPOBEHOCHbIE
cocyabl. I3BECTHO, YTO OAHU MyTaLLMK 3TOMO reHa yBeNnu4m1BaltoT, a opyrue

yMeHbLUatoT ypoBHUM VEGFA BO BpeMa U nocne GUsnyeckom akTMBHOCTIK, YTO CBA3aHO

C YCTOMYMBOCTbLIO K a3p06HOM Harpyske.

leH Viccnepyembii monmMopduram Baw reHoTtun

VEGFA rs2010963

3AKJTIOMEHMUE:



i BbIHOCNTMBOCTDb

BbIHOCITMBOCTb MOYKET ObITb ON peneneHa Kak CrMocobHOCTb BblAeP>XXMBaATb CTpeCC B TeHeHNe ONUTESIbHbIX MepnoanoB
BpeMeHW.

BeryHbl Ha ONWHHbIE ANCTaHUWW, BETOCUNE[UCTbl U TOUAT/IOHUCTbl — CMIOPTCMEHbI C MaKCUMalbHOM BbIHOCTMBOCTbIO.
OHW nmMetoT 6ornee BbICOKYO [0S0 MblLLUEYHbIX BOSTOKOH | TUMa, KOTOPble OTBEYAIOT 3a BbIHOCIMBOCTb. Takxke
cepaeyHo-cocyamncTtad CnMcteMa TakKnx CrnopTCMeHOoB noanep>XmBaetT onTnMaribH bI KOHTPOJ1b CepneyHOoro pmntMa

M apTepuranbHOro gaBneHuns. ATNIeTbl, BEPOATHO, MMeIOT OMTUMasbHbIN PEXXNM OKNCITEHUA XKNPOB U 6oee BbICOKMMN
YpOBeHb peryndaunm HakonneHma nakraTa.

Oaxke npn yCcnoBmn NpaBuM/ibHOIO NMMTaHUA N TPEHNPOBOK CMNOPTUBHAA BbIHOC/TMBOCTb OrpaHM4YeHa CMOCOBHOCTbIO
YerioBeKa M3B1eKaTb KMcnopon ms Opr)Ka}OLLI,el;I cpenbl M OOCTaBATb €ro B MblllIeYHble KNTEeTKN, KOTOPble MCMONb3YyHOT
ero onga reHepaunm sHeprmn.

UCCNEAQYEMbIN FTEH: ADRB3

[eH ADRB3 kogupyeT agpeHopeLenTopbl B XXMPOBOM TKaHW. OnpeaeneHHble BapuaHTbl
3TOro reHa CBA3aHbl C MOBbILLUEHHbIM pacLlenieHUeM XXUPOB.

leH Viccnepyemblin mnonmmMopdursm Baw reHoTmn

ADRB3 rs4994

3AKJTIOMEHMUE:




i BbICOKOUHTEHCUBHbIE TPEHUPOBKU

OcHoBomnonaratowme NpUHLMMbl BBICOKOMHTEHCUBHbIX TOEHWPOBOK 3aK/TIOHAIOTCH B TOM, YTO YMNPaXKHEHUSA OOMHKHbI OblTb
KPaTKUMU, PEAKUMU N UHTEHCUBHbIMU. YTPaXKHEHWS BbINMONMHAOTCS C BbICOKVMM YPOBHEM yCI/IJ'IVII;I NI MHTEHCUMBHOCTW,
3TO CTUMYNNPYET OPraHn3M K yBeJTM4EeHUIO MbILLEYHOW CUMbI U pPasMepos.

Bo BpeMa MHTEHCUBHbIX TDEHWUPOBOK MPOUCXOAUT HaKoMNeHMe faktaTa. [pu 3TOM CMOPTCMEH OLLYLLIAET MblLLUEYHYIO
YCTanocCTh, @ TakK>XKe NoBbILIaAEeTCH PUCK MOBPEXOAEHWA MblLLLL.

UCCNEAQYEMbIN FEH: MCT1/SLCI6A1

[eH MCT1 kogupyeT crieundrnuyecknii TpaHCnopTep N1akTaTa, KOTOPbIM OTBeYaeT 3a To, YTobbl
NaKTaT, HaKanIMBaLLMNCA BO BPEMS aKTUBHbIX TDEHUPOBOK, TPAaHCMOPTUPOBancs 13
MbILLUEYHOM KNEeTKW. TaknM 06pa3oM MPOUCXOAUT PEryNaLma YPe3MepHOro HakonIeHus

nakrtaTa.
[eH MccnepyemMbln monnMopdusm Baw reHoTtvn
MCTI1/SLCI6AT rs1049434 T

3AKJTIOMEHMUE:

C yueToM BallUX reHeTUYEeCKUX OCO6EHHOCTEN peKOMEHAYIOTCH YNpPaXXHEeHUs NIerkon n
cpeaHei MHTEHCUBHOCTU - OHU MOMOIYT CHU3UTb BEPOATHOCTb 6bICTPOro yTomMmneHus. Ans
CHUXXEHUSA HaKOMJIEHUS1 MOJIOYHOM KMUC/IOTbI B MbILLLLIAX peKoMeHAayeTcs BK/loueHue B Baw
pauMoH 6oraTbiXx MarHmeM nNpoayKToB (Hanpumep, paconb U MOpcCKas KanycTa).




N 3aWMTHDbIE CBOUCTBA KOXXU

3arpsAsHeHre Bo34yxa SBFETCH MPUUYMHOM YCKOPEHHOMO CTapeHus.

JepmMaTonory 06HapY>KUMK, YTO XKUTENM CUMbHO 3arpsa3HEHHbIX PalioHOoB, cTapetoT B 10 pa3 6bicTpee, Mo CPaBHEHUIO C
TEMWU, KTO YKMBET B 6/1aroNpPUATHbBIX 30HaX C 3KONTOMMYECKOM TOUKM 3peHUs.

BaykHbin pepmeHT NQOT 3alUMLLAET Hall OpraHm3M OT CUCTEMHOIO MOT/IOLLEHWS BbICOKOAKTUBHbIX XMMUYECKMX BELLLECTB
(@NoKcKMAabl U XMHOHBI), KOTOPbIE CKaNIMBalOTCA Ha aNuaepMuce.

WCCNEAOYEMbBIW MrEEH: NQOT1

NQOIT npeobpazyeT KoaH3UM Q10 (YBUXMHOH) B €r0 BOCCTAaHOBIEHHY0 GOPMY - YOUXMHOT,
KOTOPbIM 3aTeM yaanaeT CBO6OAHbIE pagaMKabl U3 MUTOXOHOPWUI U AIUAMAHON MeMBpaHbI

KOXXM
[eH MccnenyemMbl monmnMopodusm Baw reHoTtvn
NQOT1 rs2917666 cG

3AKJTIOMEHMUE:

Y Bac reHeTUUYECKMU 06YyCrIoBNeHHbIe CHUXXEHHbIe 3alMTHbIe CBOMCTBA KOXM.
MpPOKOHCYNLTUPYNTECH C BPAa4OM-KOCMETOJIONOM O CNOoco6ax AoMNoSIHUTENIbHOM 3aLUUTDI
KOXXMU.




i MepgrieHHoe BOCCTAaHOBJ/IEHUE MbILUL

OuTenbHble yNpaXXHEHUa 1 CUMOBble TPEHMPOBKU BbICOKOM MHTEHCUBHOCTU MPUBOAST K aKTUBaL MK BOCTaNUTENbHbIX
MPOLLECCOB, M3-3a@ 3TOrO BO3HWMKAIOT HEMPUATHbBIE OLLYLLIEHUS B MbllLAX. [eHeTUYeCcKMe BapuaHTbl HEKOTOPbIX FreHOB
OTBEYalOT 33 MOBbILEHHYIO BOCTANUTENbHYIO PeaKLMIo, YTO MOXKET 3aMeA/TMTb BOCCTAaHOBIEHME MOBPEXAEHHbIX MblLLLL
rnocne ynpaxHeHnm.

YenoBeky ¢ 6onee BbICOKOM npenpacrnosioxXeHHOCTbIO K BOCMNalTMTENTbHbIM peakKUMNAM HeobXxoauMbI
Henpono/uKnTesibHble ¢)V|3VI‘-|eCKVIe ynpaxXHeHunqd C 6onee onnTeNbHbIMU nepuronamMm BoCCTaHOBNEHWS. ECNK MblLLbl He
MONMHOCTbIO BOCCTaHaB/TIMBAKOTCH, TO NpU BbICOKOW YacToTe TPEHNPOBOK MOTYT BO3HMKHYTb TPaBMbl.

UCCNEAQYEMbIA FEH: TNF

HekoTopble MyTauuu B reHe TNF NpenaTcTBYET MblLLEYHOMY BOCCTaHOBEHMIO 3a CHET
BblCOKOro ypoBHA ®HO-a.

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

TNF rs1800629 GA

3AKJTIOMEHMUE:

Y Bac reHeTU4YeCKuU o6ycnoaneHHoe MensieHHoe BOCCTaHOB/TeHUe MbIllLeYHbIX BOJTOKOH
nocne TpeHUpPoBOK, BaM MoXeT I'IOTpeGOBaTbCFl 6onblue BpeMeHU Aang ortabiXa.




limm MbilleyHasa cuna

MblLlLeYHasa cuna - 3TO KOMMMYECTBO CUJIbl, KOTOPYIO MOXXET MPOU3BECTU MblLLLLA NMPU O4HOM COKPAaLLEHWK. MblLLbl UMetoT
OBa TUra BOJTIOKOH — <<6bICprIe>> N «MefsieHHblIe». EbICprIl;I TN obecneyrBatoT 6bICprIe OBVXKEeHNS, HeobxooMMble O4Na
MOOHATUNS TSHKeCcTen 1 B CripunHTe. MepneHHbIN TVN npenHasHayveH ong 6onee oNNTENbHOIO BUOA AEATENBHOCTUN U
MOBbILUEHHOW BbIHOCTMBOCTMW.

[Ona cospaHuda 6bICprIX N TOHKMX BOJTOKOH Tpe6yech a3pO6HbIl7I TUM OEeATENbHOCTY, TaKOM Kak cn PUHT. MegneHHO
COKpallatoumecd BOJSTOKHa 3aBNCAT OT aHaBpO6HbIX yl'lpa)'KHeHVll;l. TPEHNPOBKW Ha BbIHOC/TIMBOCTb - MHTEPBalIbHbIE, Ger
Ha OANMHHble ONCTaHUNK CI'IOCO6CTByPOT POCTYy MeaJTeHHOIro T1rna BOJIOKOH. MblLLeyHaa cuna on penenaerca 6bICprIM
TUMOM BOJIOKOH.

CunoBas TPEHUPOBKa - CaMblll 6bICTPbIN CMOCO6 HAPACTUTb MbILLEUHYHO Maccy.
UCCNEQAYEMbIN FEH: IGF1

[eH IGFT y4acTByeT B perynaumm asHepreTM4yeckmx npoLeccoB B MyCcKyaType.

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

IGF1 rs6220 AA

3AKJTIOMEHMUE:

Y Bac HeT reHeTUUYeCKoM NpeapacnofioXXeHHOCTU K 60/bLuei BbIHOCIIUBOCTU NPU CUITOBbIX
TPEeHNpPOBKaXx.




i OTKNIMK HA ynpaXHEeHUS ANnd NoBbilUeHUSA
MaKCUMaJIbHOro NornoweHmnsa Kucnopoga
(VO2max)

VO2 max (MIMK, MakcnManbHoe nNoTpebneHmne KMCNopoaa, MakCUMasibHOe NMorfoLeHe KMCIoPoaa, MakcruManbHaa
a3po6Hasa MOLLHOCTD).

[aHHbIN NoKasaTenb M3MepseTca BO BpeMs YrpaXHeHUs, Kak NpaBusio, Ha 6eroBoi AOPOXKKe. YeM MHTEeHCUBHee
MbILLLLbl paBoTatloT BO BpeMda TPEHUPOBKY, TeM 6orsibliie aHeprum TpebyeTca Ans 3Toro.

3Heprvm ATO MCMNONb3yeTCA MblllLUaMKn ON4d pa6OTbI N reHepmnpyeTcd C NOMOLLBIO KNCNOopOoaOa, COOTBETCTBEHHO,
yBenundeHme MHTeHCNMBHOCTU yl'lpa)KHeHVIPI npunBOoAUNT KyBETNUHEHUIO I'IOTpe6HOCTl/| MbILL, B KNCriopoae.

[o3TOMy yBENUYEHMNE MHTEHCUBHOCTU YNPAXKHEHWIN B KOHEYHOM UTOre COOTBETCTBYET POCTy VO2. DTO CIY>KUT MPUYNHOMN
TOro, YTO AbIXaHWe CTaHOBUTCSA OblCTpee 1 ry6yke Mo Mepe yBennyeHUs MHTEHCUBHOCTU TPEHUPOBKW. Teno neltaeTca
obecneymnTb ceba 60MbLLIMM KOTMYECTBOM KMCNOPOAA AS19 TOro, YTO6bl MblLULLbl MO F’EHePMPOBaTb 4OCTAaTOUYHO
aHeprum ATO.

UCCNEAQYEMbIN FEH: LOC400950

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

LOC400950 rs4952535 GA

3AKJTIOHMEHMUE:

Y Bac BbiSIB/IeH XOPOLUMIA OTBET Ha PU3UYECKUE YNPAXKHEHUS ANF MOBbILIeHUS
MaKCUMaNbHOIro NorfoweHus Kucrnopoaa, Bbl Mo)keTe XopoLlo NnepeHoCcUTb
BbICOKOMHTEHCUBHbIE TPEHUPOBKM.




limr fpe>xxneBpeMeHHoe CTapeHue

C Bo3pactomM CMNOCOBHOCTb KMETOK KOXU K eXXeJHEBHOMY BOCCTaHOBJIEHUMIO CHMXXAETCH, KaK M YPOBEHb CMHTE3a

KonnareHa.

Cpefu NpY3HaKOB CTapeHUA MOXXHO BblOENUTb CrefytoLume:
MNIrMeHTHbIEe MATHa;
MOPLWMWMHbI 1 CHMXXEHME TOHYCa KOXXW;
CyXad KOXXa;

noTep4d BOJSIOC.

CTapeHMIo KOXKUM CrMoco6CTBYIOT cnedytoLme bakTopb:

KypeHwue;
YpesMepHoe HaxoXOeHWe Ha COMHLLE;
reHeTu4Yeckme oCo6eHHOCTU.

UCCNEAQYEMbIN FEH: SOD2

[eH WccnegyeMblii mMoAMMopdrusmM

SOD2 rs4880

3AKJTIOMEHMUE:

Baw reHoTtvn

GG

Y Bac reHeTUUYEeCKM 06yCnoBfieHHas NpeapacnofioXXeHHOCTb K NpeXXaeBpeMeHHOMY

CTapeHMIo KOXXU. MpodunakTmyeckme Mepbl, KOTOpble MOMOryT Us6exXkaTb

npeXaeBpeMeHHOro CTapeHUs KOXXKU: NOSIHOLLEHHbI HOYHOM COH, A0CTaTOUHOe
ynotpe6sieHMne BoAbl, PerynsipHble 3aHATUA CMOPTOM, OTKa3 OT KypeHUd (Mpu Hanu4mm

"BpeaAHOM NpUBbIYKK").



lini peunMyLecTsa ynpaxHeHUM ans

apTepuanibHOro gaBneHus

[na 6onblWINHCTBA NtO4eMN MOKa3aHbI ynpaxHeHund Cpe,El,Hel;I NHTEHCUBHOCTWM a9 HOpMalim3aunn aptepranbHOro
OaBleHUnA.

TpebyeTca Kak MUHUMYM Monyaca aspobHbIX YMPaxKHEHUN HU3KOM MHTEHCUBHOCTU, YUTOGbI CHU3UTb YPOBEHb KPOBAHOIO
OaBneHus.

OpfHakKo cyllecTByeT 60/blUas BapuabenbHOCTb OTBETa Ha aHTUMMNEPTEH3UBHbIN 3PPEKT YyNpParkHEHUIN. ITO 06bACHAETCA
reHeTnyecknmMu pakTopamm.

019 1L C NPeapacrofioKEHHOCTbIO K MOBbILLEHHOMY OTBETY Ha dU3NYecKMe yrpaXKHEHUA 3bPeKT oT 30 MUHYTHbBIX
ynpaxxHeHW 6oree 3aMeTeH B CPaBHEHUM CO CPeAHMMM MoKasaTenaMu.

PerynapHble yrpaXkHeHUa Mpoao/KUTENbHOCTbIO, MO KpaliHel Mepe, 30 MUHYT B A@Hb BMECTe CO 34,0Pp0BOM OMNETON,
CcKopee BCero, MpuBeayT K CHVMXKEHUIO apTepUanbHOro AaBneHms.

YNparkHeHUs, KOTopble Mosie3Hbl AN cTabunmsaumm KPOBAHOIO OaB/ieHUYH, BK/TIOYAtOT B cebq 6bICprIO XOJJ,b6y, e34y Ha
Benocunene, ninaBaHme, TaHubl, TEHHNC U Ger prCLI.OI;I.

UCCNEAQYEMbIN FEH: EDNI1

[eH EDNI perynmpyeTt TOHYC COCYLOB.

[eH Viccnepyemblin nonmmMopdursm Baw reHoTmn

EDNI1 rs5370 GG

3AKJTIOHEHMUE:

C yyeToM Baluen reHETUYECKOMN NpPeapacnoNoXXeHHOCTU 3aHATUSA CNOopPTOM 3P PEeKTUBHDI
AN noaaepXXaHnga HopMaJibHOMo YPOBHS apTepUuanbHOro gaBreHus.



i CKNOHHOCTb K aKHe

AKHe Hanbornee pacnpocTpaHeHo cpeamn MOAPOCTKOB U MOoMoabIX Mtoaen. Ecnu BocnaneHus BCTpeYatloTcs y B3pOCbIX
SKEHLLMH U MY>KUYMH, 3TO CUTHANM3UPYET O FoOpMOoHanbHOM gucbanaHce.

AKHe BO3HUKAET, KOorga BONTOCSHOM d)OJ'IJ'IVIKyJ'I 3abuBaetca MEePTBbIMU KNETKaMU INUTENNA U KOXKHbIM carioM. CUMMNTOMbI
BapbMPYIOTCS OT HEBOCMANIEHHbIX Yrpen A0 KPYMHbIX KPacHbIX BOCAANUTENbHbIX 31€MEHTOB, 3aMO/THEHHbIX FTHOEM.

B pononHeHne K ropMoHaibHOMY ,umc6anchy M CTpecCcCy, reHeTMKa TaK>Xe MOBbILWAOT BEPOATHOCTb NOABNEeHUNA aKHe.

WCCNEOYEMbBIW MEH: LOC107985745

[eH MccnenyemMbl nonmnMopodusm Baw reHoTtvn

LOC107985745 rs7531806 AG

3AK/TIOMEHMUE:

Y Bac BbisiByieHa NpeapacrnonoXXeHHOCTb K aKHe. CTapaﬁTer cnepoBaTtb
npOd)MﬂaKTM‘-IeCKMM pPeKoMeHaauunam: mnsberamre CTpecCoBbIX CMTyaLIMﬁ,
I'IpVIJJ,ep)KVIBaFITer c6anchupOBaHHoF| AneTbl C BK/TlOHeHUEeM B pallMOH KNeT4yYaTKu,
"Xopoluux xupos". Npu nossBNeHUU BoCcnasiuTeNbHbIX 2/IeMEHTOB Ha KOXXe He nbiTaUTeCb
CaMOCTOATEJ/IbHO UX yAAJIUTb - 06paTVITer K Bpa4dy-KoCcMeTo/sory, Bpavdy-gepmMaTrtorsiory.




i CKNOHHOCTDb K MuUuKauuu

Halu opraHu3M MCMOMb3yeT IMoKO3Y B Ka4eCTBE OCHOBHOIMO UCTOUHWMKA SHEPTrMK. ECTN MMIOKO3bl CIULWKOM MHOTO U OHa
He pacxopyeTcs, TO ee U36bITOK CBA3bIBAETCA KOJIIareHOBbIMU U 3/1TaCTUHOBbBIMUM BOTOKHaMU KOXKIM, 06pa3ya aHOMarlbHble
rnonepeyHble CBA3W. DTO MPUBOLUT K HAPYLUEHMIO CTPYKTYPbI U GYHKUMM COeOUHUTENBHOM TKaHU

BCNeOCTBUU MUKUPOBAHUS.

[MUKMPOBaHME OTBEYAET 33 YCKOPEHHOE CTapeHMe KOXKM U yXyaLlaeT ee CNoCO6HOCTb pereHepmnpoBaThCs.
MoBpexaatome Koy 3pdeKTbl IMUKMPOBAHUS Bbl3bIBAET MOPLLMHBbI, CYXOCTb KOXKM.

UCCNEAQYEMbIN FTEH: AGER

[eH WccnegyeMblii mMoamMMopdrnsmM Baw reHoTtvn

AGER rs2070600 CccC

3AKJTIOHMEHMUE:

Y Bac BbisiBlieHa NpeapacrnofioXXeHHOCTb K IMUKUPOBaHUIO KoslareHa. [ns Toro, Yto6bl
npeaoTBpPaTUTb MUKaLMIO KOJIJTareHOBbIX BOJIOKOH, He06X0AUMO nogaep)XXuBaTb
HOPMarbHbI YPOBEHb IMIOKO3bl KpoBU. O6¢cyanTe ¢ BallnMM BpaUvuoM, C KaKou
nepmoauYHOCTbIO HY)KHO caaBaTb aHaNnu3bl (B TOM UUC/e Ha MI0KOo3Y) A/ KOHTPOJIS CBOero
340pOBbA.



linit CKNOHHOCTb K PacTa)XKaM Ha Ko)Xe

My>KUKMHbI U YKEHLLIMHbI CKITOHHbI K MOSIBMIEHUIO PACTSXKEK (CTPUI) Ha HEKOTOPbIX YacTaX Tesa, B TOM YMCIe Ha XXUBOTE,
6enpax, rpyau, niedax. PacTayku aBrstoTca GopMoi py6LIOB Ha KOXKE: BMepBble MOABMBLUAACH CTPUSA MMEET KPacCHbI
LBET U MOCTEMEHHO CTaHOBUTCS 6eCLBETHOM.

PacTsyKKM YacTo ABNAIOTCH pe3y/bTaToOM 6bICTPOro PacTaXKeHMUa 4ePMbl, CBA3aHHOM C MHTEHCUBHbBIM POCTOM B CleAcTBUE
Habopa Beca WWNu noxyaeHuns, 6epeMeHHOCTU UMM TOPMOHasbHbIX M3MEHEH M.

WCCNEOYEMbBIW MEH: ELN

leH Wccnenyemblt nonumMopdusm Baw reHoTmn

ELN rs7787362 CT

3AKNIOYEHMUE:

Y Bac BbiiB/ieHa CK/TOHHOCTb K MOSIBIEHUIO PAacTaXXeK Ha Ko)Ke. 114 Toro, 4to6bl
NpenoTBpPaTUTb NOSABIEHME PAaCTSXXEK NoaAacepXXMBaTe CBOM BeC B CTabU/TIbHOM COCTOSIHUM,
npuaep)XXuUBamTeCb af€KBaAaTHOIO NMUTbEBOIO PEXXUMa, YBITAXXHAUTE KOXXY NMpPU NOMOLUMU
KpeMoB.




i CyxoCTb KOXXM

CyXOCTb KOXKW — 3TO 4,0CTAaTOYHO pPacrpocTpaHeHHas KocMeTmyeckas npobiema, Kotopasd 0Co6eHHO YacTo 6eCnoKouT

B 3MMHee BpeMsd, KOraa NoMeLleH s oTarniMBatoTca M BO34yX CITIMLLKOM Cyxol. [IoBO/IbHO 4acTo 3Ta NpobriemMa cBa3aHa C
HeoOCTaTOYHOCTbLIO CreLlManbHbIX BOOHbIX KQHA0OB. OTU KaHasbl Ha3blBAlOTCA akBamnopMHaMy, 3@ UX KOTMYECTBO
oTBe4YaeT reH—- AQP3.

UCCNEAQYEMbIN FTEH: AQP3

leH Wccnenyemblt nonuMopdusm Baw reHoTmn

AQP3 rs2227285 CG

3AKJTIOHMEHMUE:

B Baluei Ko)Xe CHUXXEHO KONMUYEeCTBO BOAHbIX KaHasoB, YTO AenaeT ee CKIOHHOM K CyXOCTHU.
BaM MoOXXeT NoTpe60BaTbCHA AONONIHUTENIbHOE YBNa)XXHEeHUe KOXXU. O6cyauTe
BpPauyOM-KOCMETONIOroM NporpamMmbl MHAMBUAYaNbHOIo yxoaa 3a Bawen KoXen.
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TpaBMbl CYXOXXUJTIUA U CBA3OK

KonnareH — BayKHEMLWNIM CTPYKTYPHbBIN KOMMOHEHT CBA30K U CyXOXUUI. Mpu onpeneneHHbIX reHETUYECKMX
OCOBEHHOCTAX CBA3KM U CYyXOXKUTNA MOTYT 6bITb MOABEPIKEHbBI TPABMaTU3MY.

UCCNEAQYEMbIN FEH: COL5AT

COLS5AT- reH, KoOMPYOLLMK KOMareH CyXOxXXunmnim 1 CBA30K.

leH Wccnenyemblt nonuMopdusm Baw reHoTmn

COL5A1 rs12722 CcT

3AKJTIOHMEHMUE:

Y Bac reHeTU4eCKM 06yCroBNEeHHbI HU3KUA PUCK MNONyYEeHUSA TPaBM CYXOXXKUJTUIN U CBA3OK
BO BpeMs 3aHATUM CNOPTOM, OQHAKO cjieayeT NOMHUTb O HEO6XOAMMOCTU Pa3MUHKU nepen
KaXKAOMN TPEeHUPOBKOM.



limi YpoBeHb L-KapHUTUHA

KapHUTUH — BELLECTBO, MOXOoyKee Mo CTPYKTYPe Ha BUTaMUHbI rpyrnnbl B. OH CUHTE3UPYETCS B MeYeHU U

rMoyKax, y4acTBYeT B MpeobpasoBaHMM XXUPOB B MoneKybl AT® — MCTOYHUK SHEPIUK B OpraHmM3Me. STOT Npouecc
3aBMWCUT OT COMMACcOBaHHOM PaboTbl MHOXeCTBa GepPMEHTOB. KapHUTUH aKTUBHO MPUMEHAETCA CMopTCMeHaMM Ans
MOBbILWEHUS 06LLe BbIHOC/TMBOCTH, @ TakyKe O HapallMBaHWA MblLWL, M 6051e€ MHTEHCUBHOMO CXUMAaHUS XXIMP3, XOTA
nocnegHue ABa addeKTa He JOKa3aHb.

UCCNEAQYEMbIN FEH: ALX3

leH Viccnepyemblin mnonmMopdursm Baw reHoTmn

ALX3 rs1466788 AA

3AKJTIOHEHMUE:

Y Bac ecTb reHeTU4YeCcKad NpenpacnofioXXeHHOCTb K 60/1ee BbICOKOMY YPOBHIO KapHUTUHA,
UTO MOXXET CNOoCO6CTBOBaTb 60/bLUEe BbIHOC/IMBOCTY MPU 3aHATUAX CIIOPTOM.




HImn

YpoBEeHb 3pUTPONO3TUHA

[TOPMOH 3PUTPOMO3TMH BblpabaTbiBaeTCs B MOYKaXx 1 perynmpyeT o6pasoBaHme 3pUTPOLIMTOB (KPaCHbIX KPOBSIHbIX
Teneu). MIx raBHaa GyHKLUS — MepeHoC KUCIOPOAa OT JIeMKMX K TKaHAM 1 opraHam. Kak npaBuiio, Heo6xoamnmoe
KOSTMYECTBO 2PUTPOMNO3TUHA 06pa3yeTcs B OpraHm3Me ecTecTBeHHbIM nyTeM. OfHaKo Mpu onpeaeneHHbIX COCTOAHUAX,
HampuMep NMpu nedeHnn 3aboneBaHnim KPOBK, MOYeK, OHKOIOMMYeCcKnX 3a6o1eBaHnI, MPUMEHSIOTCA npenapaThbl
3PUTPOMOITUHA. VX MCMOMNBb3YIOT HEKOTOPbIE CMOPTCMEHbI B KQUeCTBE AOMMHI, MOTOMY YTO yBeSIMYEeHMe KoTMyecTBa
SPUTPOLIMTOB YNy4dLIaeT TPAHCMOPT KUCNOPOAa B KPOBW. YeM flyylle MbllLbl CHabKatoTCca KUCTOPOAOM, TEM Bbille
BbIHOCTMBOCTb.

UCCNEAQYEMbIN FTEH: EPOR

leH Viccnepyembii monmMopdursm Baw reHoTtun

EPOR rs370865377 GG

3AKJTIOHMEHMUE:

Y Bac He BbisiB/fieHa NpeApacrnosiodXeHHOCTb K 6onee BbICOKOMY YPOBHIO 3PUTPOMO3TUHA.



lime PporoctapeHue

doTOoCTapeHMe KOXM MOYKHO OMPenenimTb Kak MpexxaeBpeMeHHoe CTapeHue 13-3a Ype3MepHOoro npebbliBaHUA Ha

conHLe nof Bo3aenctenemM YO-usnydeHums. YO-n3nydeHmne Bbi3biBaeT NoBpexxaeHnsa LHK, okMcnmuTenbHbi cTpecc
M HapyLeHWe HOPMabHOM apXUTEKTYPbl COEAUHUTENBHOM TKaHW KOXMU, UTO yXyALlaeT ee GyHKUMU. KnnHudyeckue
OaHHble CBUAETENbCTBYIOT O TOM, UTO POTOCTAPEHUE KOXKU MMEET reHETUUYECKYIO OCHOBY.

UCCNEAQYEMbIN FEH: LOC105374069

[eH Viccnepyemblin nonmmopdursm Baw reHoTmn

& LOC105374069 rs322458 CT

3AKJTIOHMEHMUE:

FeHeTn4yeckun Bbl He CK/TOHHbI K OTOCTapeHU o, O4HAKO CTapanTech cnegoBaTb
npodunnakTUYEeCKMM peKOMeHAaUuUsaAM: COKpallamnTe NPoOAO/HKUTENIbHOCTb Npe6biBaHUA Noa
NPAMbIMU COJTIHEYHbIMU JSlydaMM, NpoBepbTe COCTaB Ballnx KpeMoB AN KOXXU - OHU
AOJMKHbI cogepXaTb ¢pakTopbl SPF (3aLlumMTa KOXXM OT ynbTpadpumoneToBbix iydyen B) u PPD
(3aWwmTa KOXXM OT yNbTpadmMoneToBbIX Nyyen A).



NI

XpynKoOCTb KoJiJlareHa

KonnareH - 310 6enok coegnHUTENbHOM TKaHW, KOTOprl;I COCTaB/IAET OKOJ10 4YeTBepPTH BCEro 6enka B opraHmame.
OH NoMoraeT NogaepPXmBaTb U YKPENNaTb KOCTH, 3y6b|, CYXOXKUUS, KOXKY U BHYTPEHHME OpraHbl. B 4acTHOCTW, KoniareH
BITNAET Ha 371aCTUHHOCTb KOXKWN.

SNAaCTUYHOCTb KOXKM - 9TO CMOCOBHOCTb PacTATMBATLCA U BO3BPALLATLCH K CBOEM MepBoHaYanbHom opmMe 6e3
06pazoBaHUg MOPLUUH U AedeKToB.

[MafKoCTb, yNpPYrocTb U 3M1aCTUUYHOCTb KOXKM 3aBUCAT OT BanaHca Mexay CUHTe30M KosareHa 1 ero paspylueHuem. 3a
paspyLleHue 3Toro 6eska oTBeYatloT MaTPUKCHbIE METaNIoNpPoTenHasbl. VX ypoBHU yBeNMUYMBaAOTCA B NpoLiecce
HOPMasbHOro CTapeHUs, BO3AENCTBUA GaKTOPOB OKpy»KatoLLel cpedbl, BKIoUaa YD-nsnydeHune. Kpome Toro, ectb
reHeTUJYecKmMe BapmaHTbl, KOTOPbIe MOBbLILLAIOT aKTUBHOCTb MaTPUKCHbIX MeTan1onpoTenHas, cCnoco6CTBysA YCKOPEeHHOoM
noTepe KonnareHa u npexneBpeMeHHOMY CTaPEHUIO KOXKM.

UCCNEAQYEMbIA TEH: MMP1

[eH MMPIT oTBeYaeT 3a aHTUOKCUOAHTHYIO 3aLUUTY KonareHa. OnpefeneHHble MyTaumm B
3TOM reHe NPUBOAAT K MPeXaeBPEMEHHOMY CTAaPEHUIO KOXKW.

[eH Viccnepyemblin mnonmmMopdursm Baw reHoTmn

MMP1 rs1799750 TC/TC

3AKJTIOMEHMUE:

Y Bac He BbISIBIEHO NMpeApacrnosyioXXeHHOCTU K YCKOPEHHOM rnoTepe KosulareHa U, Kak
cneacTBue, NpeXxaeBpeMeHHOMY CTapEeHUIO KOXKU.



linin Yy BCTBUTENIbHOCTb KOXKMU

YyBCTBUTENBHOCTb KOXWM BO MHOIOM onpefensetcs 6apbepHoin yHKLUMEN. YyBCTBUTENBHOCTb 3aBUCUT OT
MPOHMLLAEMOCTM KOXM 1 3aLLUTbI OT MPOHUKHOBEHUS BPEAHbIX MAaTOreHOB U TOKCMHOB. KpoMe Toro, Upe3MepHbIi
MMMYHHbI1 OTBET Ha affiepreHbl M HE4OCTAaTOK 3aLUMTbl OT TOKCUHOB OKPYXKatoLLEN cpefbl MOXKET CMoCcOB6CTBOBATb
MOBbILEHUIO YYBCTBUTENTBHOCTU KOXM.

B HeKoTOpbIX CryYasax MoOBbILLEHHasa YyBCTBUTENbHOCTb KOXU MPUBOAMUT K aTOMMYECKOMY AePMaTUTY UK SK3EeMe.
OK3eMa XapaKTepU13yeTCst OHEHb CYXOM KOXKeWM 1 BOCMaUTENbHbIMU MOPaXKEHUAMM, K KOTOPbIM HacTo MPUCOeAnHaeTcs
HaKkTepuanbHaa MHbeKUMA.

UCCNEAYEMbIN TEH: IL4R

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

IL4R rs1801275 AG

3AKJTIOHMEHMUE:

Y Bac reHeTU4YeCcKU obycnosrieHHada NOBbilLeHHas YyBCTBUTENIbHOCTb KOXXU. CTapanTechb
orpaHM4YMBaTb Bo3gemncTBUe PaKTOPOB, Bbi3blBAIOLWLMX PasapaXKeHUe KOXKuU (NULleBbie U
6biTOBbIE anJiepreHbl, Nepenagbl TeMnepatyp Bo3ayxa, AfiMtesibHoe npe6biBaHMe Ha
cosiHue).



limin Yy BCTBUTENIbHOCTb KOXKU K CONMHLY

MMrMeHTauma — 3TO peakLMsa KOXM Ha COMHLE, KOTopas 3aBUCUT OT €e YYBCTBUTENbHOCTU. OHa MOXKET pasfnnyaTtbca U
3aBWCETb OT NFEHETUYECKUX OCO6EHHOCTEN. HEeCKOMbKO prI'IHOMaCLLITa6HbIX MCCNeaoBaHUM BbISBUIN FEHETUYECKME
BapUaHTbl, KOTOPble BINAIOT Ha YYBCTBUTENbHOCTb KOXW. [[TaBHbIMW OeTepMUHAHTaMU YyBCTBUTENTIbHOCTU K COMHLY
ABJIAKOTCA MreHbl MUrMeHTaUnM KOXW.

MCCNEAQYEMDbIN FEH:

leH Wccnenyemblt nonuMopdusm Baw reHoTmn

rs1015362 ccC

3AKJTIOHMEHMUE:

Y Bac reHeTU4YeCKM obycrioBneHHasi HOpMasnbHada (HeBbICOKasl) YyBCTBUTEIbHOCTb K
BO3EMCTBMUIO COJTHEYHbIX Jlyde. OgHaKo Heo6xoauMo cobnogaTtbh NpodpuakTUdecKme
peKoMeHAaunm Bo BpeMsl NpebbiBaHUSA Ha COJTHLE: MICMOJIb30BaTb COJIHLE3aLUUTHbIE
cpepcTtBa ¢ pakTopamu SPF (3awmTa KoXXu ot ynbTpaduonetoBbix ny4ven B), PPD (3awmTa
KOXXM OT yNibTpadmnoneToBbIX siydein A), HOCUTb LLISAMNbI C LUUPOKUMMU NONSIMU UJTU KEMKMWU,
COKpaLLaTb MPOAO/HKUTENIbHOCTb HAXOXXAEHUA Nnopf, NPSMbIMU CONMTHEYHbIMU Jly4aMu.







T rE H ETM KA ;i
NOBCEAHEBHOM 3K13H

leHeTWka onpefenseT He TONbKO NPenpacnoNOXEeHHOCTb K 3860ﬂeBaHVI§IM, HO M HeEKOTOpPble HallK 4YepTbl
XapakTepa. 563yCﬂOEHO, NMOMWMO NreHOB Ha HaC OKa3blBaeT BIMAHME OKPYXatollaa cpela. Ho MMeHHO reHeTMKa
MOXET NoACKa3aTb, K 4eMy Mbl 6onblue npenpacnonoxeHobl.

B naHHOM pasfnene npeactaBneHbl FreHeTUYeCKMe BapWaHTbl, KOTOPble oNpenenaioT camMble YOuBUTENbHble Baluu
depTbl. MNpegnaraeM 03HaKoOMUTLCA € pesynbsTataMu. BaM ToyHo BydeT MHTepecHo!

Baww pe3synsratel NpencTaBneHsl B BUAE WKanbl, KOTopas 0603HavaeT BblPaXeHHOCTb Npr3Haka. beryHok
ycTaHaBnmMBaeTcsa HanpoTuB Ballero reHoTUna.

MNpUMep MHTEPNPETALMMK: B AAHHOM crydyae reHoTMn CT, BbiPaXKeHHOCTE NPU3HaKa «yMepeHHasa».

MakcumansHasn
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BALL PE3YJIbTAT:

NnoJINMOP-

NMPU3HAK BAPUAHTbF* S3AKJ/TIOMEHUE

DdU3M

YepTbl xapaKTepa

CKAOHHOCTD UCHbITLIBATL AA Bonee BbipaXkeHa CKITOHHOCTb
SNAP25 rs362584 AG AG MCMbITbIBaTb HEMATUBHbIE
HeraTuBHble 3MOLUNU
GG aMoLMm
C ce B
KNOHHOCTb K § MSRA rs658385 cT crT onbLuagqa CKJ‘IOIjHOCTb K
aHanuTnyeckom pabote ™ aHanMTHYeckom paboTe
C i B
KNOHHOCTb K SMocCT 111626232 TC cc ONblUAA CKITOHHOCTb K
[06POCOBECTHOCTU cc [006pOCOBECTHOCTHU
CKAGHHOCTD K MBUHATHIO AA CKNOHHOCTb K MPUHATUIO
. P CADM2 rs1865251 AC AA peLueHnin 6nmnska K cpegHuM
peleHnmn
CcC nokasartenam
C m B
KNOHHOCTb K 15644148 TG GG oflee BblpaXkeHa CKITIOHHOCTb
3KCTpaBepCcmmn GG K 9KCTpaBepCcum
LiupkagHbie pUTMbl
06 AA B
waqa ARNTL 1510766071 GA AA OfbLUAA MPOAOHKUTENBHOCTb
NPOAOIIKUTENbHOCTb CHa GG CcHa
GG 5
CyTouHan aKTUBHOCTb CLOCK rs1801260 AG AA Onee BelpaxeHHan BEHEpHAA
AKTUBHOCTb, «COBbI»
AA
O OoNroXXntenbcreo
BeDOATHOCTD AOKUTH [0 GG BepoaTHocTb A0XXUTb A0 100
P e 2 FOXO3 rs2802288 GA AA neT 6osiblie B CpaBHEHUMN CO
100 net
AA CcpefHUMUK NokKasaTenamMum
CHUYKEHME KOTHUTUBHbIX CcC FIVULLIAS COXDAHHOCTD
cnocobHoCcTEN C SIRT1 rs3758391 CcT cT Y p )
KOFHUTUBHbIX CITOCOOHOCTEM
BO3pPacToM TT



NnoJINMOP-

NPU3HAK BAPUAHTbF i

S3AKJ/TIOMEHUE

DdU3M FEHOTUN

My3bl KalbHble CNOCO6HOCTU

GG .

CROCOBHOCTb K My3blke LINC02238 rs4630083 GA GA EenElls CrpEsiEieenal]
MYy3blKe
AA
MoTtpe6neHue Kode

CcC
Yurcno yawek Kode CYPIA2 rs762551 CA AA Bonee 5vawek

AA

MoxmMenbe

Bblpa)XeHHOCTb CcC
noxmMmenbs nocne ADHIB rs1229984 CT CcC MeHblLUe CMMNTOMOB MOXMeNbs
noTpebneHuns ankorona T

BKyCOBbIe npeanoYyteHUsa

GG
MpennoyteHme cnagkoro EGF21 15838133 GA GA Bbl npegnoymnTaeTte cnagkue
nepekyca AA nepekychbl
AA
Tara K >XMpHomMy CD36 rs1761667 GA AA Bbicokas Tara K XXMpHomy
GG
YyBCTBUTENBHOCTb K ce floseiterias
y TAS2R38 rs713598 GC GC UYBCTBUTENbHOCTb K FOPbKOMY
rOpbKOMY BKyCY GG Brycy
CBeTOBOM YnxaTesibHbIY pedpnekc
C . . TT Bonblas CKNOHHOCTb K
BETOBOM HuXaTENLHLIN rs10427255 TC cc MPOSIBNIEHMNIO CBETOBOMO
pednexc

CcC YymxatenbHoro pedrekca



[T q E PTbI XAPAKTE pA

B naHHOM pa3fnene npencraBfeHbl reHeTU4YecKkne BapmaHThl,
O6yCJ'IaBJ'II/IBaPOLLLVIe Bawmn 4YepTbl XapaKTepa. MNoMHUTE: MOMMUMO FreHEeTUKKM Ha
BaLwu XapaKTep BIIMAKOT BOCNMTaHME U OKPYXeHKne.




lini CKZIOHHOCTb UCMNbITbIBaTb HEraTUBHbIE
ammoumm

UCCNEAQYEMbIN FEH: SNAP25

Annenb G cBa3aH ¢ 60/1bLUVMM YMCITOM HEBPOTUHECKMX YePT, B TOM Ymncne 6eCroKonCTBOM,
Bpa)K,D,e6HOCTbPO, 0enpecCnBHOCTbIO, UMMNYNbCNBHOCTLIO, YA3BMMOCTLIO K CTPECCY.

leH Wccnenyemblvt nonumMopdusm Baw reHoTmn

SNAP25 rs362584 AG

3AKJTIOHMEHMUE:

CornacHo BaweMy reHoTtuny, Bbl MeHee CK/IOHHbI pearupoBaTb Ha pa3fpa)XXutenm u
MCNbITbIBaTb HEraTUBHbIE MOLIUU B OTBET.

AA
MeHee Bblpa>eHa CKNTOHHOCTb Bonee BblpaXeHa CKITOHHOCTb
MCMNbITblIBaTb HeraTMBHblIe MOLLNKN MCMNbITblIBaTb HeraTMBHblIe SMOLLNN
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L CKNOHHOCTb K aHAaJIMTUYECKOM paboTe

UCCNEAQYEMbIN FTEH: MSRA

Annenb T cBA3aH CO CK/IOHHOCTbBIO K aHalIMTUYeCKOMY CKNagy YMa, UTO. MO3BONFET
MPOABATb M Pa3BNBATb CMOCOBHOCTU K AHaANMNTUHECKOMY BOCTTPUATUIO Opr)'Ka}OLLI,ePI

OENCTBUTENBHOCTU.
[eH WccnegyeMblii mMoamMMopdrnsmM Baw reHoTtvn
MSRA rs658385 CT

3AKJTIOMEHMUE:

CornacHo BaweMy reHoTuny, Bbl CKNOHHbI K aHaJINTUYECKOM pa60Te.

Ccr T

Bosblasd CKMOHHOCTb K
aHanuTU4Yeckon pabote

cc
MeHbLUaa CKNOHHOCTb K
aHanuTU4Yeckon paboTe




il CKNIOHHOCTb K AO6GPOCOBECTHOCTU

MCCNEAQYEMDbIN FEH:

3AKJTIOMEHMUE:

SMOCI1

Annenb C cBa3aH c 6onee BblPa>keHHbIM NMpPodBIeHNEM ,D,O6pOCOBeCTHOCTVI. A 3TO 3HAYUT,
4eroBek ,D,O6pOCOBeCTHO M CO3HaTe/IbHO BbIMOMHAET 3adaHUA. [1/19 Hero xapakrepHa
OPraHM30BaHHOCTb, HAOEXHOCTb U MPUBEPXKEHHOCTb K cobntofeHuo npaBu N 3TUHECKMNX
NMPUHLNMOB.

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

SMOCI1 rs11626232 cc

CornacHo BaweMy reHoTuny, Bawl ypoBeHb f,06pOCOBECTHOCTM Bbille cpeaHero.

B

T TC cc
CKIMOHHOCTb K ,D,O6p0COBeCTHOCTVI Bonbluaa CKNOHHOCTb K
6num3kKa K CpedHWMM rNoKasaTendMm D,O6pOCOBeCTHOCTM



it CKJIOHHOCTb K NPUHATUIO peLUeHUnM

UCCNEAQYEMbIN TEH: CADM2

O6napatenu annena C B MeHbLUEeM CTeNeHM UCTbITbIBAOT TPEBOXKHOCTb, UTO CBA3bIBAIOT CO
CKTOHHOCTbIO K MPUHSATUIO peLleHUr, PUCKY M HAaMOPUCTOCTU.

[eH MccnenyemMbl monmnMopodusm Baw reHoTtvn

CADM?2 rs1865251 AA

3AKJTIOMEHMUE:

CornacHo BaweMy reHoTuny, Bawla npeapacnonoXeHHOCTb K MPUHATUIO peLueHUniM 6nm3Ka
K cpeaHeMy YPOBHIO.

AA AC cc
CKITOHHOCTb K MPUHATUIO peLueHni Bonbluas CKNOHHOCTb K MPUHATUIO
65113Ka K CpedHUM MokasaTenam peleHnn




limin CKJIOHHOCTb K 3KCTpaBepcuu

WCCNEAQYEMbIW MEH:

Annenb G cBa3aH ¢ 6oee BblpaXKeHHbIM MPOoABIeHUEM 3KCTPaBepPCUM — OBLLUTENBHOCTH,

\_ HAMOPUCTOCTY, a3aPTHOCTU,KPEATUBHOCTH, OTKPbITOCTU HOBOMY OMbITY.
N

A <
_\ leH Wccnepyembin nonmMop®usm Baw reHotun

rs644148 GG

3AKJTIOMEHMUE:

CornacHo BaweMy reHoTUny, y Bac 6onee Bblpa)keHa CKITOHHOCTb K MPOSIBIeHUIO
SKCTpaBepCcUU B NoBeAeHUMN.

T TG GG
MeHee BblparkeHa CKITOHHOCTb K Bonee Bblpa)keHa CKNOHHOCTb K
SKCTpaBepcumn SKCTpaBepcumn




LNPKAOHDbIE PUTMDbI

B naHHOM pasfene npeacraBieHbl reHeTUYecKe BapuraHThl,
obycnaenueatollee paHHee NPoBy)KaeHWeE 1 CYTOUHYH aKTUBHOCTb. 2TH
XapaKTEPUCTUKM MO3BONAIOT ONnpeaenmTh, Ball XPOHOTUM «XKaBOPOHOK» UM
«COBa», YTO MOXKHO YUYUTbIBATb MPW OpraHu3aLmnm paboTbl 1 yKpenieHUm
300POBbs KaK Ha MHOWMBUOYANbHOM YPOBHE, Tak U NPU NnaHnpoBaHnm

pabouero rpadmKa.




linin O6LWwana NPoAC/HKUTENIbHOCTb CHa

WCCNEOYEMbBIW MEH: ARNTL

Annenb A ccBA3aHa ¢ 60Mblen NPOAOIHKUTENTbHOCTbIO HOYHOIO CHa.

[eH MccnenyemMbl nonnMopodusm Baw reHoTtvn

ARNTL rs10766071 AA

3AK/TIOMEHMUE:

CornacHo BaweMy reHoTuny, Bbl CKJIOHHbI K 605ee AnnMTeNnbHOW NPOAOIKUTENIbHOCTU CHa.

GG GA AA
MeHblLasa NPoaoMHKNTEIbHOCTb CHa Bonbluas MPoAoO/IKMUTENbHOCTb CHa




limie CyTodHaa aKTUBHOCTDb

UCCNEAQYEMbIN FEH: CLOCK

Annenb A CBA3aH C BbIPa)KEHHOM BeUepHen aKTUBHOCTbBIO, YTO CMOCOBCTBYET Hamny4Llen
afjanTauum ong paboTbl B BeYepHee U HOYHOe BpeMs4.

[eH MccnepyemMbln monnMopdusm Baw reHoTtvn

CLOCK rs1801260 AA

3AKJTIOMEHMUE:

CornacHo BaweMy reHotuny, ajiiga Bac xapakTepHa Be4epHas akTUBHOCTb U Hau6onbLuad
pPa6boToCnoCcoO6HOCTb BO BTOPOI NO/IOBUHE OHS.

AA AG GG

Bonee BbiparkeHHas BevepHAa Bonee BblparkeHHasa yTpeHHANA
AKTUBHOCTDb, «COBb» AKTUBHOCTDb, «<x>XaBOPOHKW»




T ﬂon FO)'I‘(MTEJ-I bCT BO




limi BepoATHOCTb A0XUTb A0 100 neT

UCCNEAQYEMbIN FEH: FOXO3

Annenb A CBA3aH C yBENMMYEHMEM LWAHCOB AOXUTb 0 100 net B 1,5 pa3za.

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

FOXO3 rs2802288 AA

3AKJTIOHMEHMUE:

CornacHo BaweMy reHoTuny, y Bac ecTb Npeapacrnosio)XXeHHOCTb K AOJIFOXXUTENbCTBY.

GG GA AA
BepoaTHoCTb 0OXXKUTb 8o 100 net BepoaTHoCTb LoXKUTb 40 100 neT
COOTBETCTBYET CPEeHMM MoKasaTensam 6onblle B CpaBHEHUW CO CpeaHNMU

rnoKasatendamMm




i CHUYKeHUe KOrHUTUBHbDbIX CMNOCOGHOCTEM C
BO3pPacTOM

UCCNEAQYEMbIN FEH: SIRT1

Annenb T cBaA3aHC Ny4YlW MM CcoxXpaHeHNeM KOrHUTUBHbIX cnocobHocTen ¢ BO3pacTtom.
Tele/IH «KOFHUTUBHbIE CMOCOBHOCTU» O6beaAnHAET npouecchbl BbICLLEN NCUXUYECKOM
qDyHKLI,VIVI, BKJTHOUAA CMOCOBHOCTb K MbILLTEHUIO, OopMeHTaunn B MNPOCTPaHCTBE N BpeMeHN,
CNoCco6HOCTb K o6yquvno, CNocobHOCTb paccy>XaaTb, a TaKXXe CMNoco6HOCTb yoep>xXmnBaTtb AN
BOCMNpPOM3BOOUNTb VIHC]DOpMaLI,l/I 10, TO €CTb NaMATb.

leH Wccnenyemblt nonumMopdusm Baw reHoTmn

SIRT1 rs3758391 CcT

3AKJTIOHMEHMUE:

CornacHo BaweMy reHoTuny, Bbl CKITOHHbI K COXPaHEHUIO KOFHUTUBHbIX CMIOCO6HOCTEN C

BO3pPacCTOM.
cc Ccr T
O6bl4Hasa COXPaHHOCTb KOTHUTUBHbIX Nyuluas coxpaHHOCTb KOTHUTUBHbIX

cnocobHocTen crnocobHocTen




I My3 bl KA” bH bl E
CNOCOBHOCTHA




limn Cnoco6HOCTb K My3blKe

WCCNEOYEMbBIW MEH: LINC02238

Annenb A cBf3aH ¢ 60MbLWMMK My3bIKallbHbIMU COCOBHOCTAMM.

[eH MccnenyemMbl nonnMopodusm Baw reHoTtvn

LINC02238 rs4630083 GA

3AK/TIOMEHMUE:

CornacHo BaweMy reHotuny, y Bac ecTb npegpacnosioXXeHHOCTb K Pa3BUTUIO My3blKallbHbIX
Ccnoco6HocTeMn.

GG GA AA

MeHblLUe cnocobHOCTEN K My3bIKe Borblie cnoco6HoCTeM K My3blke
" — _7- -
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T I-IOTPE Bn E H M E KOCDE




i Yueno yawek Kope

MCCNEAQYEMDbIN FEH:

3AKJTIOHEHMUE:

CYPIA2

B 3aBMCHMMOCTU OT CKOPOCTU MeTabonmama KodperHa oM MoryT No-pasHOMY Ha Hero
pearnpoBaTb. JTnua ¢ MedieHHbIM MeTaboMM3MOM KodeMHa OLLYLLAOT CUMMATOMbI
nepeno3npPoOBKM (6eCCOHHMLLA, APOXb B PyKax 1 yyalleHHoe cepaLebreHmne) gaxe nocne
He6obLWOro KonmyecTea Kode. [ng aTux ntogen Tpebyetcs BaBoe 60osblue BpeMeHu and
MeTabonraMa koperHa.

Jnua ¢ 06blYHBIM METAabONMM3MOM KobenHa MOTyT BbIMMBaTb 40 5 Yallek Kode 1 He
UyBCTBOBATb HEMPUATHbIE 3P PeKTbl KoperHa.

JTnua c 6bicTpbIM MeTaboMM3MOM KoderHa CNocob6HbI BbiNMBaTh 6osblue 5 yallek (Ho 3To He
pekoMeHayeTcs) 6e3 KakUX-NMU60 HeMPUATHBIX OLLYLLIEHUA.

leH Viccnepyembliin nonmmopdursm Baw reHoTmn

CYPIA2 rs762551 AA

CornacHo BaweMy reHoTuny, Bbl MO)XeTe BbiNUBaTb 6osiee 5 yawek kode B AeHb 6e3
oLwlyLeHUsa HenpUaTHbIX 3pPeKToB KopeuHa.

CcC
1-2 Yawkm

CA AA
Bonee 5 vawek




LTHIITIINI HOXM En bE

ANKOrofibHble HAaMMTKU — HAaMUTKK, codepxKallme aTaHoN. B opraHu1amMe

anKorosib pacLlennaeTcs Npy NoMoLLM depMeHTa afnkoronbaermaporeHasbl ¢
obpasoBaHMeM aleTanbaermaa, KOToOpPbI Bbi3biBAET HEMPUATHbIE OLLYLLEHMA
nocne notpebneHns anKkorona - Noxmersnbe.,




L Bbipa>keHHOCTb NOXMe1bs nocne
noTpe6neHuUa ankorons

UCCNEAQYEMbIN FEH: ADHIB

leH ADHIB kogupyeT GepMeHT aflkoronbaernaporeHasbl, KOTOPbI MPeBPaLLaeT 3TaHos
B aLleTanbaerna. Ecnu depmeHT paboTaeT akTUBHO, TO anlKorosnb 6bICTPO NpeBpaLLaeTcs B
aleTanbaerva, U Noxmesnbe BO3HUKAET B TAXENOM BapuaHTe.

leH Viccnepyembliin mnonmmopdursm Baw reHoTmn

ADHIB rs1229984 cc

3AKJTIOHMEHMUE:

CornacHo BaweMy reHoTtuny, y Bac cHM)XeHHasa CKOpOCTb MeTabonmsma ankorond u
MeHbLUad BblIpaXXeHHOCTb CUMIMNTOMOB NOXMeJibda Nocrie npueMa aJikorons.

cc cT T
MeHblLie CMMMNTOMOB NOXMesba Bonbliag BbipaXkeHHOCTb CUMMNTOMOB
roxmerbsa




AL BKyCOBbI E
NMPEANMOYTEHUNS




linie MpegnoYyTeHMe CllagKoro nepekyca

300pOoBble MepeKyChbl MOMYT yTONMUTbL FOMOA U y6epedb Bac oT OMONHUTENBHbIX MOPLMM MpUY cnenyoweM npmemMe nuLLm,
UTO MOXKET CHU3UTb O6LLIEE KOMUYECTBO eXeHEeBHO NoTpebagemMblx Kanopuin Mpu 3ToM cnagknii nepekyc crocobeH
HEe3aMEeTHO YBeNTMYMBATb KaflopUMHOCTb NULLM. KaK MpaBusio, Clagkne nepekychbl CoOAep»KaT «MyCTblie» Kanopum, To eCTb
He cofepyKaT Mose3HbIX BUTAaMUHOB M MUHEPAsIoB.

UCCNEAQYEMbIN FEH: FGF21

leH FGF21 kogunpyeT o4HOMMEHHbIN 6enok FGF2], KoTopbi MOgaBNaET YyBCTBO
YOOBONbCTBUSA MPU NoeaaHum cnagkoro. Mpm ynotpebneHmnm cnagkom nyuLm B rofTloBHOM
Mo3re GopMmMpyeTcs cUrHan 06 YAOBOMbCTBUM, KOTOPbIN CTUMYNMPYET U "nooupseT”
notpebneHue cnagkoro. Cumtaetcs, 4to 6enok FGF21BbicBOGOXKAaeTCA 419 MofaaBneHusa
3TOro CcTUMmyna.

[eH WccnegyeMblii mMoamMMopdrusmM Baw reHoTtvn

FGF21 rs838133 GA

3AKJTIOMEHMUE:

Y Bac BbiIBlIeHa reHETUYECKU OBYCrNOoB/IEHHaA CKITIOHHOCTb K NpeanoyYTeHUIo CNagKoro
nepekyca. KOHTponupoBaTb NpMeMbl MULLU U NepPeKyCbl MOMOXXET MULLEBON OHEBHUK.

GG GA AA
HeT npenpacnonomeHHOCT K Bbl npepgnoyvunTaeTe cnagkue
npennoyvYTeHnIo CnagKoro nepekyca nepeKycobl



i Tara K Y)XUpHoOMY

Kup gBngeTca XopoLnM NCTOYHUKOM SHEPTUN N HE3aMEHUMBbIX XXMPHbIX KUCOT, TakXXe OH obneryaer BcacbiBaHMe
YNPOPACTBOPUMbIX BUTaMUHOB. OOHAKO C/TULLIKOM BbICOKOe I'IOTpe6J'IeHVIe XUPa MOXKET MpMBOOUNTDb K 6onesHam
cepauaun crnoco6CcTBOBaTL Ha6opy VLIHEero seca.

XoTa pa3oBoe NoTpebneHne )MPHbIX NPOAYKTOB ABMAETCA abCOMNOTHO HOPMarbHbIM, y6eauUTech, UTo 3TO He CTano
MPUBbLIYKON.

[lna Bac BaYKHO He MpeBbIlWaTh 06LMe peKoMeHaAaLMM No eXxXxegHeBHOMY NOTPe6NeHMIO KMPOB.
PekoMeHayeMada cyTouHada NoTpebHOCTb B XUMpaxX AO/MKHA COCTaBNATb 25-35%.

Y6epnmTech, UTo Balla AMETa NOSHA «<XOPOLLUMX» (MOHOHEHACHILLEHHbIX U MONMHEHACILLEHHbIX) YXUPOB 1 cneguTe 3a
noTpebreHneM «MoXmx» (HaCblLLEHHbIX) YXMPOB.

Ecnu Bbl He BereTapmaHeLl, Mo BO3MOXHOCTM 3aMEHUTE MACO Ha XXUPHYO PbIBY C BbICOKMM COAEPXaHUEM HaCbILLLEHHbIX
YXUPOB (N0COCh, CKyMbpus, TyHeL).

Bkntouunte NPOAYKTbl C BbICOKMM coiep>XaHMeM NoNMHeHacblWeHHbIX M MOHOHEHAaCbILWEHHbIX XXNMPOB, Takne Kak
aBOKado, opexn N 0fiIMBKOBOE Macno.

UCCNEAQYEMbIN FEH: CD36

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

CD36 rs1761667 AA

3AKJTIOMEHMUE:

Y Bac BbiiBNNeHa reHeTU4YeCKU o6ycrioB/IeHHas! CKITIOHHOCTb K NpeanoYTeHUIO YKXUPHOM
nuwmn. KOHTponmnpoBaTb KOMTMYECTBO NMOTPE6/19€MOM XXUPHOM MULLIU MOMOXKET NULLLEBOM
AHEBHMUK.

GG GA AA
Hn3kaa Tara ¢ XXMpHom nuiie Bbicokas Tara K >XMpHoMy



i YyBCTBUTENbHOCTb K FOPbKOMY BKYCY

OT0 06LEen3BECTHbIN GaKT, UTo MoTpebreHne GPyKTOB U OBOLLEeM obecnednBaeT YerloBeKa MHOTUMU MUTaTENbHbIMU
BelLecTBaMm.

DpPyKTbl M OBOLLM CHUXKAIOT PUCK Pa3BUTUA 6oMe3Hel cepalLa, MHCYIbTa U HEKOTOPbIX BUAOB paka. TakyKe AoCTaTouHoe
noTpe6reHne oBoLLen 1 GPYKTOB MOMOraeT yrpaBisaTb BECOM.

HekoTopble oBoLLy o6nagatoT crneunduyeckM ropbKMM BKYCOM - U 1I0AM € 0CO6bIM BOCMIPUATHUEM MOTYT n3beratb
noTpebreHns OBOLLEN.

MpoayKTbl C FOPbKUM BKYCOM:
. HpokKony;
peavc;
rpenndpyr,
Xypma;
coq.

UCCNEAQYEMbIN FEH: TAS2R38

[eH TAS2R38 koOounpyeT peLenTopbl K FrOpbKOMY. HekoTopble MyTauunm B reHe TAS2R38
MOBbILLAIOT YYBCTBUTENBHOCTb K FTOPbKOMY BKYCY, YTO MPWBOAWT K UCKITIOHEHMIO FOPbKMX
MPOLYKTOB U3 paLMOoHa.

leH Wccnenyemblt nonumMopdusm Baw reHoTmn

TAS2R38 rs713598 GC

3AKJTIOHEHMUE:

Y Bac reHeTU4YeCcKU obycrnoBrnieHHada NoBblLLeHHasi YyBCTBUTENIbHOCTb K FOPbKOMY BKYCY,
UYTO MOXXET CNOCO6CTBOBAaTb YaCTUYMHOMY OTKa3y OT yrnoTpe6ieHust osoLuei. NMpu nomMoLum
nUuLLEeBOro AHeBHUKa Bbl MO)XeTe NpoBepUTb, MPUCYTCTBYET N1 B BalueM pauuoHe
AOCTaTOYHOE KONn4ecTBO oBoLein. CoOCTaBUTb c6alaHCUPOBaHHbIN pauuoH BaM NnoMoXkeT
Bpay-AueTonor.

GC

GG cc
HopManbHag 4yBCTBUTENBHOCTb K MoBblLLEeHHasa YyBCTBUTETbHOCTb K
rOpPbKOMY BKyCY rOpPbKOMY BKYCY



LIDRIIITIN CB ETO BO ﬁ
UUXATEJ/IbHbIN PEDJIEKC




limi CBeTOBOU YnXaTesibHbIN pedneKc

MCCNEAQYEMDbIN FEH:

Annenb C NoOBbILWAET BEPOATHOCTb NPOABIEHNA CBETOBOIO YMXaTeslbHOMo pediekca.
CBETOBOM YMxaTeNbHbIN pedneKc («4nxaHne Ha COMHLLE») BO3HUKAET MPU pasaparKeHumn
ceTYyaTKM Masa APKMMM CONMHEUYHbBIMW TydaMU. MIMeeT ayTOCOMHO-OOMUHAHTHbIN TUM
HacnegoBaHUs.

[eH WccnegyeMblii mMoAMMopdrusmM Baw reHoTtvn

rs10427255 cc

3AKJTIOMEHMUE:

CornacHo BaweMy reHoTtuny, Bbl CKJIOHHbI K CBETOBOMY YMxaTesibHOMY pedrieKcy npm
BO34EMNCTBUMN APKUX COJTHEUHbIX JTyUYEeMn.

B

L TC cC
MeHbluas CKITOHHOCTb K MPOSBIEHUIO Bonbliag CKMOHHOCTL K MPOABIEHUIO
CBE€TOBOIo YnXaTesibHOIro ped)neKca CBETOBOTIO YMXaTe/lIbHOIo pecbneKca

- ¢




TEHETUKA
NMPONCXOXOEHUSA

Mbicnb © TOM, 4TO 060 MHe 6yayT
roBOpPUTb MOTOMKMU, AE€T HEKOTOPYIO
Hapexnay Ha 6eccMmepTue.

Mapk Tynnuii LinuepoH

FTAMNOrPYMNMNA

Mpynna cxoxux rannoTUnNoB, NPOU3OoLLIEALW WX OT 0B6LLMX NPEeAKoB. B NONynsauUWOHHOM reHeTUKe K
reHeTMYeCcKon reHeanorum Yaule Bcero HUCCnenyrTcd rannorpynnbl V-XpOMOCOMbI nnun

MUTOXOHOpWanbHom JHK.



MUTOXOHAOPUANBbHAA AHK (MT OHK)

OHK, Haxoasauwancsa B MUTOXOHOPUSAX - OPraHoOMOax dYKapUOTUYECKMX KNEeTOK (KNeTKK, MMetolme a000).
OaHHaa OHK nepepaetca pebeHKy Noboro nosna, Ho TO/bKO OT MaTepK, TO eCTb MO MaTePMUHCKOM NTMHKUK.

Y-XPOMOCOMA

OgHa 13 [BYX MONOBbIX XPOMOCOM B CUCTEME XPOMOCOMHOIo onpegeneHusa nona XY. NepenaeTtcs ToNbKO
NoO MY»XCKOIM TMHMIK OT OTLLa K CbiHY. [eHeTu4YecKne Mapkepbl Y-ranforpynn nepegakrTca ¢ Y-XpoMOCOMOM
UCKSTIOYUTENBHO MO OTLLOBCKOM NUHUN.




— Bbl aBnsieTtecb Hocutenem rannorpynnbol H7 MmutoxoHapuanbHoun OHK,
MapKepbl-MyTauumn: 4793G

STO 0O3HAYaET, UTO AaHHbIM BapuaHT nepefanca Bam oT MmaTepu, a e oT Baluen 6abyLuKm no
MaTEPUHCKOM INHUM U TL.

PACNMPOCTPAHEHUE

[annorpynna H aBngaetca Hanbonee pacrnpoCcTPaHEHHOM M CaMOW Pa3HO06pPa3HON MUTOXOHAPUANBHOM TIMHUEN B
EBpone — K Hel oTHOCUTCSA Bonee NooBUHbLI COBPEMEHHOIO HaceneHma CeBepo-3anagHow EBponbl Mo Mepe yoaneHusa
OT 3TOrO PErMoHa YacTtota H mocreneHHo CHUM»aeTcsa. Ee MOYKHO 6b1110 6bl HAa3BaTb TUMUYHO «EBPOMEMNCKOM»
ransorpymnrnom, Ho oHa BCcTpeyaeTca 1 B tOro-3anagHom Asum (19%), Ha KaBkase v B Nepcuackom 3anmee (0o 20%),
CeBepHol Adpuke (15%), B IOxHOM 1 CeBepHOM A3nmn (o 3%). KparHe peoKo ee MOXXHO 06HapPYX1Tb B BocTouHOM AU,
B monynaumax pycckmx 4Yactota H BapbUpyeT B LUMPOKMX Mpepenax: 50% B ApxaHrenbckom o6iacTtu, 35-40% Y FoXKHbIX
pYCCKMX. B Bonro-YpanbCKOM PErmMoHe TakyKe OTMeUeHbl BbICOKME YacToTbl Y TaTap (42%), koMu (35%), Mmapunues (31%),
uyBaLllen (28%), yaMypToB (24%). Ha KaBkase gaHHbIV BapWaHT He npeBbllwaeT 20%, B KOPeHHbIX Monynaumax Cuéumpm m
LanbHero Boctoke — 3%.

[annorpynna H 3apoaunack npmMepHo 16100 neT Hasag, NpPeanonoXXmMTenbHo, B 3anagHomn Asmn. B EBpony oHa
MPOHUKIA yXKe ropasfo Mosxe No Mepe NPMUPOCTa HaceneHus: UMeHHO 34ecb 06Hapy»KMBatoTca 6oee Monogble
cybKnagbl BHyTpM H.

M3 MHOXXeCTBa AOYEPHUX BaPMAHTOB BHYTPUW ranaorpynnbl H OT cCBOMX MPEAKOB MO MaTEPUHCKOWM TIMHUY Bbl
yHacnegoBanu cybrannorpynny H7. BeposaTHee Bcero, oHa 3apoaunachk B 3anagHom A3mm okoso 10000 net Hasag, 3aTeM
BMeCTe C MUTPaLMSIMK ee HOCUTENM MPOHUKIW Ha TeppuTtopuio EBponbl Mannorpynna H7 BcTpeyaeTcs B OCHOBHOM B
3anagHol A3um 1 Ha KaBkase, B LieHTpanbHoOW A3Km, a Takke B EBpone nperMyLLeCTBEHHO cpeam 6anTo-cnaBaHCKMX
HapoJoB.
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LIBeToM 0603HQYEHQ YACTOTA PACMPOCTPAHEHMS ranaorpy sl H7. CBET/IbIMU TOHAMM MOKA3AHbLI MUHUMQ/IbHbIE 3HAYEHMS, KPACHbIMU
— MAKCUMQasIbHble (CM. WkKany B 1eBoMm yrny) [Alvarez-Iglesias et al., 2009].






AOONONMHUTENbHAA UHOOPMALIUA

TEXHNYECKAG MHOOPMALIMA, METOOblI MCCITEAOBAHUNA

METOO NCCINTIEQOBAHUS:

TN BUBNTMOTEKW:

CPEOHAA MYBUHA NMPOYTEHUA
FEHOMA MNOCHNE
CEKBEHUPOBAHWS:

KOJTM4ECTBO NMPO4YUTAHHDbIX
HYKNEOTUOOB:

TUN NPOYTEHWNA:

ONMUHA NMPOYTEHUS:

KAYECTBO BbIXOOHbIX OAHHbIX
CEKBEHUPOBAHWS:

nonHoreHoMHoe ceKkBeHupoBaHue (Whole Genome Sequencing).

PCR free

He MeHee 25X

He MeHee 75 Mnpa.

NapHoO-KOHLEBOEe/OHOKOHLEBOoe

(1-2)x(100 n.0./150 n.0./200 n.o.)

1. YMCNO NPOYTEHWIA C KauecTBOM Q20: He MeHee 90% oT uucna
fpoYTeHUI, NoNyYeHHbIX B pe3ynbTaTe CeKBeHWpPOBaHUs;

2. YUCNOo NPOYTEHUIA C KayecTBOM Q30: He MeHee 80% oT yucna
NPOYTEHMIA, MONYHYEHHbIX B pe3ynbTaTe CeKBEHUPOBaHUA.

** MpuymHon pesynbTaTa «He onpenenseHo» MOXeT BbiTb HEA0CTaTOYHAA CTEMNeHb NMPOYTEeHWA B AAaHHOW 06NacTh reHoMma.

B HOpMe Y YenoseKa Npy NonHOreHOMHOM CEKBEHUPOBaHWK Pe3ynbTaT MOXET 6bITh HE onpepeneH npuMepHo onsd 5% reHoma.



TENE®OH: 8 (800) 777-34-86
E-MAIL: MED@EVOGENLAB.RU
EVOGENLAB.RU




