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MEJULHHUHCKOE 3AKJIIOYEHHUE
110 pe3yJIbTaTaM IOJIHOITeHOMHOro cexkBeHuposanus JTHK

OUO

JlaGopaTopHbIii HOMep F25000XXXX

Mo Kenckuit

HdaTa po:xnenusi (Bo3pacr) 2023 (2 rona)

Bua 6momatepuana Benosnas kpoBb

Jara nmocrynjiennsi 6uomarepuasia 2025

JInarno3 HanpaBuBUIIEro MeIUIIMHCKOIO G96.8 - ['MIMOKCHYECKU-UITEMUIECKOE TTOPAKCHUE
yUpeKIeHHs! HHC, CHHIIPOM TOHYCHBIX HapyLICHUN,

BOCCTAaHOBUTENBHBIH  mepuonA.  J[BUraTenpHbIE
HapyweHus B (OpMe HIKHEro CIIaCTHUYECKOTO
napanapesa cpenHei CTETeHH TSKECTH.
OMOIIMOHATBHO-BOJIEBBIE HApYLIEHUs. 3aJepiKKa
MOTOPHOT'0, PEYEBOI'0 PA3BUTHSL.

(G93.0 - ApaxHOHMJANBHBIE KHCTHI BUCOYHO-TOOHON
obmacT.

H35.0 - ®oHoBas peTuHONATHSL.

XKanoOwl: Ha 3aA€pKKYy MOTOPHOTO Pa3BUTHUS (XOIUT CAMOCTOSITENILHO C IIUPOKOW 0azoii),
pEeUeBOro pa3BUTHS, HE MOXKET MIOKa3aTh, TJIE Marna, Mama, Ha UMs pearupyeT u30oupaTenbHo.

Anamues: pebenok ot 1 6epemennoctu, nporekasmeit Ha ¢pone XKIIH, muonust BeICOKOI
CTETICHU, aHEeMHs JIETKOW CTeNeHH, KOpoHaBHpycHas uH(pekuus, or | pomoB B 38,4 Hemenb B
rojioBHOM mipeieskanun. Kecapeso ceuenne. Bec npu poxaennn 3150 1, poct 52 cMm, o Anrap 7-
8-8 OamioB. BeckapmimBanme rpynHoe. Pannee pasButue: XoauT ¢ 1 roga 8 mec., Ipu NOIACPKKE,
CHJIUT CAaMOCTOSITENIBHO ¢ 1 rojia 4 Mec., TOJIOBY JIEPKUT CaMOCTOSITEIBHOIO ¢ 1 Mec., 0OpaleHHYI0
pedb He MOHUMAET, CIOBapHbIN 3amac okoJio 20 CloB.

Jlo 6 Mec. pa3BUBajJach COOTBETCTBEHHO Bo3pacTy. llocine mnepeHeceHHON BUpyCHOU
uH(pEeKIM — Mama OoTMedaeT «OoTkaT» B pa3BuTuu. Ob6cnenoBana B MI'K B uione 2024 rona,
JMarHo3: 3a7iepKKa MOTOPHOTO pa3BUTHUS, TOHYCHbIE HApyIIEHUS, CIACTUYECKUI HUKHHUM
napamnape3. Hesposnor ot 2023 — I'MII HHC, cunnpom TonycHbix Hapymenuid. CJIP. 3agepxka
MoTopHOTO pazputus. Amneprosor ot 2023 - Kcepos koxu. HeBposor-snunentosnor ot 2024 - 'UTT
I[THC, nucdarus pa3BuTus, OCTaATOYHbIE TOHYCHBIE HApPYLIEHHUS.

Kypc peabunuramum «...». HeBponor ot 2024 - ['MIIOKCHYECKU-UIIEMUIECKOE TTOPAKECHHE
IMHC, cunnpom auddy3HON MBIIIEYHONH THMOTOHUU. 3aepKKa MOTOPHOTO pa3BUTHs. TemmoBas
3aJiepKKa pedyeBOro pa3BUTHS. DMolLMOHaNbHble HapymeHus. D30 ot 2024: Ge3 ocobeHHOCTEH.
[Nocniuranuzanus B «...». MPT ronoBHoro mosra ot 2024 — MP-gaHHBIX 32 Hamu4yue U3MEHEHUN
ouaroBoro u Au¢¢y3Horo xapakrepa B BEUIECTBE MO3ra HE BBISBIEHO. ApaxXHOHJaIbHbIE KUCTHI
BHUCOYHO-JI0O0HOI oOnactu. MP kapTuHa gecroHuaroil nepuBeHTpUKyIsspHOi nHpuabTpanuu (I'NII
I[THC). Opronen ot 2024 — ToHycHble HapylleHHus. DKBUHYC ABycTopoHHMM. B 2024 mpoxoauia
peaduINTalMIO «...». 3aKiII0UeHue Bpaya-reHeTrka: [lociaencTBrs runmokcuyecKoro-1ieMuyeckoro
nopaxkenust [[HC, cumnToM TOHYCHBIX HapyIIeHUH, CIACTUYECKUI Mapamnapes, 3a/iepKKa peueBoro
Pa3BUTHS, YMOLIMOHAIIbHBIE HAPYIICHUSI.
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buoxumus kpoBu: Kanbluii, pocop, menodnas Gocporasza kposu - Hopma, KOK - 280 Exn/i.
NSE netipon — cnenuduueckas enonaza — 24, 6 mxr/n+. benok S-100 - 0,131 mkr/n +. AHTHTENA
IgA x rmmaguny — 2, 0 En/mn (Hopma). Anatutena IgG k rmuanuny- 1,3 Ex/mn (Hopma). AnTuTena
IgA x TkaHeBoii TpaHcriayramuHaze- 0 Ex /mn (sopma). Antutena IgG Kk TkaHeBoOW
tpancriryramunaze — 0,4Ex/mn (Hopma).

@deHoTUIIMYEeCKHe 0COOCHHOCTH COTJIACHO MPEIOCTABICHHON MEIUIIMHCKON JOKYMEHTAINH:
poct 83 cm, Bec 10,5 kr. Tenocnoxenue npaBuibHOe. KoXKHbIE TOKPOBBI CMYTJible. MBIIIEUHBIN
TOHYC — JIUCTOHUYHBIA (B PyKaxX — TUNOTOHUYHBIN, B HOTaX - MPOKCHMAJIbHO THIOTOHHYHBIM,
JUCTAJIbHO — IIOBBIIIEH 10 CIIAaCTUYECKOMY THILy, Oosiblie ciieBa). I'pyOble uepThl auna, Kpyrioe
JIUTIO.

Panee npoBezeHHbIE T€HETHYECKHE UCCIIEI0BAHUS:

- TMC 2024 — naHHBIX 32 HACJICACTBEHHbIC aMUHOALMAONATHH, OPraHUYECKUE alMUAYPUU U
nedeKTbl MUTOXOHAPUATBHOTO OETa-OKUCIICHUS HE BBISBIICHO.

C yueTom JaHHBIX aHAMHE3a, MPEJOCTABICHHON MEAUIIMHCKON IOKYMEHTAIlMU: HAIlpaBICHUS
Ha T'€HETUYECKOEe MCCIICIOBAaHUE, BBIMUCKA M3 MEAMIIMHCKON KapThl «...». MO, nata poxaeHus
MPOBEJICHO TMOJIHOT€HOMHOE cekBeHupoBanue JHK ¢ menbro moumcka reHeTHYEeCKUX BapHaHTOB,
ABJIAIOLMXCS] BEPOSITHOM IPUYMHON 3a00J1€BaHUS.

PE3YJIBTATBI IOJITHO'EHOMHOI'O CEKBEHUPOBAHUA

IlaToreHHble reHeTHYECKHE BAPHAHTBI

AcconuupoBaHHOe Vismenenne JTHK (HG38) 3UrOoTHOCTH .
I'en 3aboseBaHue (Hsmenenye 6eka) (Tun Yacrora
(OMIM) HacJICOBAHMS)
Curiabont Perta X:g.154031154G>C I'erepozurora
MECP2 (?1)27 50) ENST00000453960.7:c.710C>G (X-cuerieHHbIH 0
ENSP00000395535.2:p.Pro237Arg | 1OMHUHAHTHBIN)
BeposiTHO NaTOreHHbIE TeHeTHYeCKHe BAPUAHTHI
AccouuupoBaHHOE Hzmenenne [JHK
3UTOTHOCTH .
I'en 3a0oseBaHue (HG38) (Twn HacnezoBans) Yacrota
(OMIM) (M3menenue 6emka) a
He oGHapysxeHo.
BapuaHThI ¢ HEM3BECTHBIM KJIMHUYECKUM 3HAYEHHEM
AccouuupoBaHHOE Hzmenenne [JHK
3UTOTHOCTH .
I'en 3a0oseBaHue (HG38) (Twn HacnezoBans) Yacrota
(OMIM) (M3menenue 6emka) 8
He oGHapysxeHo.
CTpyKTYypHBbIE reHeTHYeCKHEe BAPUAHTHI
Namenenune JJHK ACCOIHPOBAHHOE 3aTpoHyTHIE o
(HG3S) 3aboneBaHue MODGILIHLLE FOHbI UYucno konuit Knaccudukarms
(OMIM) PO
He obnapyxeHo.

" YacToThl ajieneli npusejiensl o 6aze gnomAD (BbiGopka 10 141456 uenosex).
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Bapuantsl B Muroxonapuaiabioii JIHK

AccormuupoBaHHOE 3a00JICBaHHE
(OMIM) N3amenenne JJTHK

I'en Kiraccnduxkarms

He oGHapyxeHo.

HccaenoBanue 4nucjaa KINHNYECKH 3HAYUMBbIX KOPOTKHUX TAHACMHBLIX IOBTOPOB

AccormuupoBaHHOE
OKCHaHCcus OueHounoe
T'en 3aboseBaHme OBTODA QOO TIOBTODOR Kiaccudukanus
(OMIM) p p
He oOHapyxeHo.

Kaunn4vecku 3HaYNMbIe BapUaHTbI, HEC CBA3AHHLIC C OCHOBHBLIM JHMAI'HO30M

AccoruupoBaHHOE N3menenune JTHK 3UTOTHOCTH Knaccudmka
I'en 3aboseBaHme (HG38) (Twm Yactora st
(OMIM) (M3menenue Oenxa) HacJIeT0BaHMUs) B
syromenammenoe | &1 18588263dup
T o oo% | ENST00000276202.9: | Tereposurora Benosmio
DOCKI11 AMMYHHOM c.1922dup (X-creruieHHbIH 0 HaT(I))reHHLHZ
nncper}}]/nﬂuneﬁ ENSP00000276202.7: | pelecCHBHBIN)

(301109) p-Asn641LysfsTer14

HocuresibcTBO NaTOreHHBIX BAPDHAHTOB HYKJICOTHAHOM 1OC/1€10BATEeJIbLHOCTH, IPUBOASIIIMX K
3200/1€BAHMSAM, OTJMYHBIM OT HANPABJISIIONIEro AMarHo3a (coraacuo cnucky ACMG)

AcconnrpoBaHH N3menenune JTHK 3UrOTHOCTh Knaccudmia
I'en oe 3a0oJieBaHue (HG38) (Tun YacroTa
(OMIM) (U3menenwne Oenka) HacJICOBAHMS) et
chr14-87968386-C-T

Bonesns Kpaboe NM_000153.4: I'ereposurora

GALC (245200) c.857G>A (PetteccuBHbii) 0.00263 % | IlaTorenHsIit
p-(Gly286Asp)
rs199847983

CBEJEHUS O KAYECTBE UCCIIEJOBAHUSA

Merton uccinenoBanus noJHOTeHOMHOe cekBeHnpoBanne (Whole Genome Sequencing)

Tun 6ubnuoTexu PCR free

Cpennsis riryOuHa TIPOYTEHUS He MeHee 30X

TE€HOMa IOCJIE€ CEKBECHUPOBaHU

KonunuectBo npoynTaHHbIX He MeHee 90 mipx

HYKJICOTHIO0B

Tun npoutenus

TMapHO-KOHLEBOC

JnnHa npouTteHus

2 x 150 m.o.

KauectBo BBIXOJIHBIX TaHHBIX

1. 4ucno npoutenuil ¢ kauectBoM Q20: He MeHee 90% OT ynciIa IPOYTEHUH, TOJYYEHHBIX B

CEKBEHHPOBaHUS pe3yJibTaTe CEKBEHUPOBAHHUS
2. gucno npoureHuii ¢ kagectBoM Q30: He MeHee 80% OT 4nCIIa MPOUTEHUH, TOIYICHHBIX B
pe3yJbTaTe CeKBEHUPOBAHUS

BozmoxHbIe COanaHcupoBaHHBIC TPAHCIOKAI[H

TEXHHYECKHE/ONOIOrHUeCKHE
OTpaHUYCHHS METOIa

JUTMHHbBIE TPHHYKICOTHIHEIE TIOBTOPHI
KpymnHble nHCepuny/ esenin
Bapuantsl B Mutoxonapuansaoit JJHK.

NHTEPIIPETALIUA
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beul mpoBeneH TOWCK MATOT€HHBIX MYyTAallWid, ACCOLMHUPOBAHHBIX C HANPABHTEIHHBIM
JUArHO30M M TPOYMMH HACJIEJCTBEHHBIMU 3a00JIEBaHUSIMH CO CXOAHBIMU (DEHOTHIIHYECKUMU
MPOSIBICHUSIMHU.

OOHapyxeH paHee OIMCaHHBIH B JHUTEepaType BapuaHT 1s61749715 B reTepo3uroTHOM
COCTOSIHUM B 3K30HE 3 U3 3 rena MECPZ2, npuBOAIIUN K aMUHOKUCIIOTHOU 3aMeHe p.Pro237Arg, ¢
oOmelt rimyouHoi npourenust 28X. Ilatorennsie OuamuienbHble BapuanThl B rene MECP2 npuBoOasT
K Pa3BUTHIO X-CIETUNIEHHOTO JOMHHAHTHOTO cuHpoMa Petta (312750). BrisiBieHHBIN BapuaHT ObLT
OTKCaH MAaTOr€HHBIM Y MAIlMEHTOB C COOTBETCTBYIOMNM (penoturiom B cratbsx [PMID: 33880059,
21954873, 31427717 u np.]. Bapuant He BcTpedaeTcss B 0a3e JaHHBIX MOMYJISIIMOHHBIX YacTOT
gnomAD v4.1.0, pacnionaraercs B koHcepBatuBHOM caiite (GERP++), mpeackasan oxaspIBaTh
naTtoreHHbld 3 dekt Ha 6enok kommbroTepHbiMU aniroputMamu (CADD, FATHMM, SIFT, LRT,
MetaSVM, MutationTaster, PROVEAN, Polyphen, AlphaMissense, REVEL) u He oxa3piBaTh
natoreHHoro »Jddekra Ha OemoK KOMIBbIOTEpHBIMU anroputMamu (PrimateAl). Bapuant
AHHOTHPOBAH NATOT€HHBIM/BEPOSTHO MaToreHHbIM B 0Oa3e manHbix ClinVar 12 maGoparopusmu
(Variation ID: 143653). B maHHBIX poauTenell mpoOaHIa ¢ BBICOKOW BEPOSITHOCTBIO BapHaHT HE
0OHapy>KeH.

OOHapy’keH paHee HE ONUCAHHBIN B JUTEpAType BapHAaHT B I€TEPO3UTOTHOM COCTOSIHUM B
sk30He 17 u3 53 rena DOCK1 1, npuBoAsIIuii K CABUTY paMKH cunuThiBaHus p.Asn641LysfsTerl4, c
oOmieit rmyounoit npourenus 40X. [larorennsie Bapuantel B reHe DOCK [ puBOAST K Pa3BUTHUIO
X-CIEMJIEHHOTO  PEIECCUBHOIO MYJIbTUCHUCTEMHOTO ayTOBOCHAJIUTENLHOTO 3a00JeBaHUs C
umMMmyHHOU nucperyisinueit (301109). BapuanTt He BcTpewaercs B 0a3e JaHHBIX MOMYJSIIIMOHHBIX
gactoT gnomAD v4.1.0, ¢ 60J1b1110# BEPOATHOCTHIO MPUBOIUT K OTEPE (PYHKIIHMH COOTBETCTBYIOIIEH
KOIIMY T'eHa. BBISBICHHBIN BapHaHT C BHICOKOM BEPOSATHOCTHIO MPUCYTCTBYET Y MaTepu npodaHja B
reTEPO3UTOTHOM COCTOSIHUU.

Jlpyrux 3Ha4MMbIX U3MEHEHUH, COOTBETCTBYIOIIUX KPUTEPHSIM ITOUCKA, HE OOHAPYKEHO.

JIOMOTHUTENBHO MPOBE/IEHA OLIEHKA HOCUTENIBCTBA MAaTOI€HHBIX F€HETUYECKUX BAPUAHTOB,
ACCOLIMMPOBAHHBIX C PEIIECCUBHBIMU 3a00neBaHusAMU. JleTsam 10 18 JieT HOCUTEThCTBO BapUAHTOB B
reHaX, OTBETCTBEHHBIX 32 Pa3BUTHE ayTOCOMHO-PEIIECCUBHBIX 3a00JI€BaHUI, HE BXOISIINX B CIIMCOK
ACMG, B 3akIr0ueHHE HE BLIHOCHTCS.

BbIsIBIEHO TeTepO3UroTHOE HOCUTEILCTBO BEPOSITHO MATON€HHOro BapuaHTa B reHe GALC,
OTBETCTBEHHOM 32 pPa3BUTHE ayTOCOMHO-PEIIECCHBHOTO 3abojeBaHus ©Oone3nb Kpabbe
(OMIM:245200) (rs199847983, c.857G>A(p.Gly286Asp)). BapuaHT BBISIBIIEH B T€T€PO3UTOTHOM
COCTOSIHMH M HE MOXET BBI3bIBATh YKa3aHHBIM (PEHOTHUIT TPU OTCYTCTBUU MATOTCHHBIX BAPHAHTOB BO
BTOPOW KONMU Ir'eHa. PEKOMEeH1yeTcsl KOHCYJIbTalMsl Bpaya-reHeTHUKa JIJ1s1 OEHKH PUCKOB, CBSI3aHHBIX
C IaHHBIM BapUaHTOM JUIs TPOOAHA U YWICHOB €T0 CEMBHU.

PEKOMEHJIALINUAN
1. C LECJIBI0 BAJIMJAIUU BBIABJICHHBIX BaAPUAHTOB, BO3MOXKHO IIPOBCACHUEC CCKBCHUPOBAHUSA 10
Conrepy.

2. KoHcynbTanus Bpaya-reHeTrKa.

CCBIJIKA HA UCITOJIb3OBAHHBIE BA3bI JTAHHBIX U JIUTEPATYPY
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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
www.deciphergenomics.org

S T R

Jara Beigaun 3akmodeHus: 2025
Bpau-reneruk

3aMecTHTEIb PYKOBOAUTCIA HAYYHO-MCIUIIUHCKOI'O OTACIIA
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PE3YJIbTATDI
FT’EHETUYECKOIO TECTA
BALLUEINO PEBEHKA




YBaxaeMble poaunTtenu,

B BalLLUMX PyKax HaxogamnTca
VHUKaNbHbIN OTYeT

O NreEHEeTMYECKOM 300PpOBbe
BaLLlero pebeHkKa,
COCTaB/IEHHbIM Ha OCHOBE
aHanuz3a ero JHK.

Ewe uyTb 6onee gecatmnneTma Hasag noay4YmTb B
CBOE pacrnopseHue Takyto NoHy MHopMaL Mo
O rMaBHOM MOJieKysle CBOEro opraHM3ama 6bino
MpPaKTNYeCKM HEBO3MOXKHO. Ha NpoBegeHme
aHanuM3a 1 paclwmnodpPoBKY AaHHbIX NOTPeboBannCh
Obl roflbl M OrPOMHbIEe MaTepuMasbHble PecypChbl.

CerogHsa Mbl 06beANHUNN HayYHbIM OMbIT 3Pbl
MOJIEKYNAPHbIX TEXHONOIMMA, HoBEeMLLee
obopynoBaHMe 1 PaboTy HalLKX SKCMepToB ANd
npoBeaeHns CKPUHWUHIa reHeTUYeCKOro 300P0BbS
CaMoro [OopOororo Ans Bac Yyenoseka.

Bbl y3HaeTe 0 HaflM4ymMm UNM OTCYTCTBUM PUCKa
pPa3BUTUA Yy Ballero pebeHka Hac/ieacTBeHHbIX
3aboneBaHU 1 nonyvumTe MHGopMaL Mo o
MnepeHOCUMOCTM NEeKapPCTBEHHbIXCPEaCTB.
Bnarogapsa asToMy Bbl CMOXeTe Npu
HeobXoOMMOCTU MPUHATL NPOodUIaKTUYECKne
Mepbl, BOBpeMaA 06paTUTbCA K AOKTOPY, MoaobpaTb
MHOMBUOYaANbHYIO CXxeMy Ang Hanbonee
6e30onacHoro 1 adpdeKTUBHOMO fieyeHus.







OIMABJ1IEHUE

3TO NONNE3HO 3HATb, UJ1IU ®AKTbI O
CAMOW MABHOW MOJEKYJE

I. FEHETUMECKUE OCOBEHHOCTU
MMEIKOLWUE KITMHWYECKOE 3HAYEHUE

HACNEOCTBEHHbIE SABOJIEBAHUA

DAPMAKOIFEHETUKA

AONONTHUTENTbHAA UHOOPMALLUA .




nnimne FEHETUKA 300POBb4A

STOT pa3fen COOePXXUT pe3ynbTaTbl
reHeTUYeCcKoro nccnegoBaHug
Ha HacnenCcTBeHHble 3ab601eBaHMS

Hnimne PAPMAKOIEHETUKA

B aToM pa3pgene npencraBieHa MHbopMaLuma

06 0COBEeHHOCTAX peaKkLMM opraHm3Ma

Balllero pebeHka Ha NleKapCTBEeHHble NpenaparThl,
pa3pelleHHble K MpUMeHeHMo B AeTCKOM BO3pacTe




\\\}

3TO MNOJIE3HO 3HATb, U/TN DAKTDI
O CAMOM IMABHOMW MOJNEKYNE

YenoBeK COCTOUT MPUMEPHO M3 CTa TPUINTMOHOB  KJ/1ETOK.

B KayOoW KNeTKe Hallero opraHmMsMa (3a HeKoTopbIM
UCKITOYEeHMEM) eCTb 9400, B KOTOPOM UMeeTca [HK.

OHK coCTOUT U3 HYKIeoTUOO0B (MW HYKNeoTUOHbIe
OCHOBaHU4) — «ByKBbI», OCHOBHOM CTPOUTENbHOW
eonHuubl OAHK. Ecnuv npencrtasutb HK B BUOe LLenoykn
HYK1eoTWOO0B, BO3bMeM [iBe TaKMX LLeMoYKuM 1
pPacronoXmnM PAaoM APYr C APYIOM, Mbl MOMYyYUM
npuUMepHo 3,2 MpA nap HykKneotrnaos. Llenovku
HYKNEeOTMAO0B Pa3HOWM ANUHbBI — 3TO M €CTb TeH,

a2 COBOKYMHOCTb NFEHOB — Hall reHoM. Hykneotuabl
CYMTBIBAIOTCA MO TPW (TPMNNeTaMu), TaK KaK UMEHHO TPpU
HYKNeoTraa KOAMPYIOT O4HY aMWMHOKUCIOTY. A
aMUHOKMCNOoTa — 3To 6asoBad eaunHMLa Gernka.

MbI paHblUe AyManu, YTo Hally cyab6y
onpepensioT 38e3abl. Ceiyac Mbl
3HaeM, YTo BO MHOIroM cyab6a — 3To
HallU reHbl.

LK. YoTrcoH

Takum o6|oa30M nocrteneHHoe CHNTbiIBaHMNE HYKNeoTUOA0B

M paclwmndpoBKa UX B BUOE TPUMNMIETOB NO3BONAET KNeTke
nony4mnTb 6eM0K, KOTOPbIM fanee BbiMOoMHAET CBOM
dYyHKUMM B opraHuame. CyLLecTByeT BCEro

20 aMUHOKMCIOT, HO U3 1X KOMBUHaUMN 06pa3yeTcs
MHOECTBO pa3HoobpasHbix 6eKoB — pepMeHTOB,
BOSIOKOH HalLUMX MbllL, CePALa, KOMMOHEHTOB MO3ra

M OpYrMx opraHos.

OHK ooHOM KNETKM COOEPKMT OKOMO 23 ThbiCAY MEHOB,
NnocnefoBaTeIbHOCTb PACMOMTOXEHUSA HYKNEO0TUO0B

B KOTOPbIX U oMpeaensaeT co3gaHne yHMKanbHOro
UenoBeKa — Ballero pebeHka.



AHanus JHK Bawero

pe6eHKa npoBoausca npu
NoMoLLU COBpPpEeMEHHOro
BblCOKOMpPOU3BoAUTE/IbHOIo
MeTOofa CeKBeHWpoBaHVifi BCEro
reHomMa — CeKBeHUpoBaHuUS
cnepyoulero nokoneHunsa — Next

Generation sequencing (NGS).




'O pebeHKa Ha HacneacTBeHHbIe







HacnegcTtBeHHOCTb, OKpY)XeHUue,
CNy4alHOCTb — BOT TPU Beluu,
ynpasnsowme Halweu cyab6oi.

ProHocka AKyTaraBsa

HacnencteeHHble 3a6oneBaHMa NpencTasngoT cobomn
60ne3HU, CBA3aHHbIE C HAPYLLUEHMEM HACce4CTBEHHOMO
annapaTa KNeToK, TO eCTb NosgBlIeHNEM repMUHaribHbIX
NN BPOXOEHHbIX MyTauum B [IHK. Ha pa3BuTHe Taknx
3aboneBaHUM NPaKTUYECKU He BNGET 00pas KNU3HU

M aKonorma. Bmecrte ¢ TeM, MHGopMaLMg O Hammumm

B CEMbe HacnefCcTBEHHOW O0OMe3HM 0aeT BO3MOXHOCTb
cneumanmcTaM oLeHUTb PUCK BO3HUKHOBEHUS
OCIIOXKHEH U, BbIBPATb PEXUM Tepanunu ong
NPodUNaKTUKM UMY OTCPOYUKIM OCITOXKHEHWI, @ TakKe
NpUBerHyTb K COBPEMEHHbIM MeTodaM NpodUIaKTUKM
nepepadn 3aboneBaHmg crenytolleMy NoKoAeHUo (Mpwm

HeoBXoaMMOCTH).

[eHbl — 3TO OCHOBa HacnefACTBEHHOCTU, KOTopas AenaeTt
Hac TeMU, KeM Mbl 9B19eMca. Y KaXK[ooro reHa ectb e
Konuun. OgHa [ocTtaeTca oT MaMbl, BTopasa — OT marbl.
MHorga cnydyaeTcsd, YTo ofHa KOMWg reHa «/1oMaeTca», TO
eCTb B HEW NOABAFAETCS MyTaLMd, HO BTOpad yCreLHo
crpaBngeTca co BceMu OYHKLMAMM, MO3TOMY MOTOMKa
HUKaK He CKa3blBaeTCcya Ha 300pPOBbe YerloBeKa.
Hanpumep, y 300p0BOM KeHLLMHbI €CTb 2 KOMMK X-
XPOMOCOMBbI, MO3TOMY MPU MOBPEXKAEHUN OOHOM U3 HUX
BTOPas UrpaeT KOMMEHCATOPHYO Porb. PebeHKy
MY»CKOTO Mosia eHLWHa rnepegaeT TONIbKO OOHY X-
XPOMOCOMY, MO3TOMY Mput

HacnegoBaHMM I'IOBpe)K,D,éHHOlZ X-XPOMOCOMbI OT MaTepu
Y CblHa pa3BMBaeTCd 3aboneBaHMe. Knaccudecknm

npuMep Takoro 3aboneBaHna — reModuIna.

Yalie Bcero 6biBaeT CUTyaLMA, KOrOa poanTEN SBNSIOTCS
300POBbIMU HOCUTENAMM OLHOM 1 TON XKe MONOMKM, HO
3Ta MoNoMKa KOMMEeHCUpPYeTCs 300POBOM Konvel reHa. B
3TOM CllyYae CyLLecTByeT PUCK Nepenadn o6omnx
MOBPEXKAEHHbIX KOMUIM FreHOB peBeHKy, UTO MOXeT
MPUBECTU K HaNMUYMIO Y Hero/Hee AByx AedeKTHbIX KoM
1 pasBuUTUIO 3aboneBaHma.

Kpome Toro, BCTpeyatoTca «BHOBb BO3HUKLLME MyTaLlMW»,
UM MyTauum de novo, Koraa NoBpeXKaeHUe NpoucxoauT
B MOMOBbIX KMETKax (AnLUeKneTkax Uimn cnepmMaTosonnax)
KOro-nmbo 13 poauTenen n nepedaérca pebEHKY.
MyTaunm de Novo MOoryT BO3HWKaTb M Ha CTaAnM OYeHb
paHHero aM6pPUOHaNbHOro PasBUTUS.

Kak npaBwno, HacneacTteeHHble 6one3Hn npoaBnaoTCA
Y>Xe B nepsBble rogbl XXM3HW, O4HaKO 6biBatoT NCKOYeHnd,
W TOrga nepBble CMMMOTOMbI MOTYT MOABUTBCA HECKOJTbKO

NN OaXXe ropasgo nosxe.

FrEHETUYECKUIM TECT MOXXET NMOMOYb
YCTAHOBUTDb NPUYUNHY 3ABOJIEBAHUA
Y BALLUEIO PEBEHKA.



3AKJ/TIOHMEHUE:

Bbin NnpoBeaeH NOMCK NaTOreHHbIX MyTaL Ui, aCCOLMUPOBAHHbIX C HaNpaBUTe/IbHbIM AUAarHO30M U
NPoYMMMn HacneacTBEHHbIMU 3a60/1€BaHUSIMU CO CXOAHbIMU PEHOTUNMUYECKMMU NMPOABNIEHUSMMU.
O6Hapy)keH paHee onUCaHHbIN B NnTepaType BapuaHT rs61749715 B reTepo3MroTHOM COCTOSIHUMU B
3k30He 3 u3 3 reHa MECP2, npuBogAaLLIMMA K aMUHOKUC/IOTHOM 3aMeHe p.Pro237Arg, c o6wen rny6mHomn
npouteHuda 28X. NMaToreHHble 6MannienbHble BapuaHTbl B reHe MECP2 npuBogdaT K pa3BUTUIO
X-cuensieHHOro AOMMHaHTHOro cmHapoma PetTa (312750). BbisBNeHHbIA BapuaHT 6bin onucaH
MaToreHHbIM y NMaumMeHTOB C COOTBETCTBYIOLUM peHOTUNOM B cTaTbsax [PMID: 33880059, 21954873,
31427717 v pp.]. BapuaHT He BcTpe4aeTca B 6a3e gaHHbIX NONYIALUMOHHbIX YacToT gnomAD v4.1.0,
pacnonaraeTcsa B KOHcepBaTUBHOM canTe (GERP++), npeackasaH okasbiBaTb NaToreHHbl 3pdeKT Ha
6enoK KoMnbloTepHbiMU anropntMmamm (CADD, FATHMM, SIFT, LRT, MetaSVM, MutationTaster,
PROVEAN, Polyphen, AlphaMissense, REVEL) n He oka3biBaTb NaToreHHoro a¢p¢deKTa Ha 6enoK
KOMMblOTEepPHbIMU anroputMamm (PrimateAl). BapyaHT aHHOTUPOBaH NaTOreHHbIM/BEpPOSITHO
naToreHHbIM B 6a3e gaHHbIX ClinVar 12 na6opatopusamu (Variation ID: 143653). B gaHHbIX poauTenemn
npo6aHaa BapuaHT C BbICOKOM BEPOATHOCTbIO HE O6HapPY)KEH.

OG6Hapy)XeH paHee He ONMUCaHHbIW B IMTepaType BapuaHT B reTePO3NroTHOM COCTOSSHUM B 3K30He 17 us3
53 reHa DOCK11, npuBoASLNA K COBUIY PaMKU cHUUTbIBaHUSA pP.Asn641LysfsTerl4, c o6wen rmy6uHomn
npouteHUa 40X. NMaToreHHble BapuaHTbl B reHe DOCKTI npmuBoASAT K pa3Butuio X-cuenneHHoro
peLeccuBHOro MynibTUCUCTEMHOIO ayToBOCMNaNIMTeNbHOro 3a6onesaHMsa ¢ UMMYHHOW Aucperynsumen
(301109). BapuaHT He BCcTpe4aeTcd B 6a3e AaHHbIX NONyALMOHHbIX YacToT gnomAD v4.1.0, c 6onbLuon
BEpPOSATHOCTbIO MPUBOAMUT K NoTepe GpyHKLMUMU COOTBETCTBYIOLLLEN KOMUU FreHa. BbiiBfIeHHbIW BapuaHT C
BbICOKOI BEPOSAATHOCTbIO MPUCYTCTBYET Yy MaTepu npo6aHaa B reTepo3mMroTHOM COCTOSIHUM.

Opyrmx 3Ha4YUMbIX U3MEHEHUN, COOTBETCTBYIOLLIMX KPUTEPUAM MOUCKA, HE OGHaPYXXEHOo.

JononHuUTeNbHO NpoBeAeHa oLeHKa HOCUTE/IbCTBA NMNaTOreHHbIX F’eHETUYECKUX BAPUAHTOB,
ACCOLMMPOBaHHbIX C peLeccuBHbIMM 3a6oneBaHUaMun. fletsaMm Ao 18 netT HOCUTENbCTBO BApUAHTOB B
reHax, oTBETCTBEHHbIX 32 pa3BUTUE ayTOCOMHO-peLLeCCUBHbIX 3a60/1eBaHUI, HE BXOASILLUX B CMUCOK
ACMG, B 3aKNo4YeHUe He BbIHOCUTCH.

BbiSIBIEHO reTepo3mroTHoe HOCUTENIbCTBO BEPOSATHO MNAaTOreHHOro BapuaHTa B reHe GALC,
OTBETCTBEHHOM 3a pa3BMTUE ayTOCOMHO-peLecCUBHOro 3aboneBaHus 6onesHb Kpa66e (OMIM:245200)
(rs199847983, c.857G>A(p.Gly286Asp)). BapuaHT BbiIB/IeH B reTePO3UIroOTHOM COCTOSIHUU U HE MOXKET
BbI3bIBaTb YKa3aHHbIX GEeHOTUMN NMPU OTCYTCTBMM NAaTOreHHbIX BAPMAaHTOB BO BTOPOM KOMUMU reHa.
PeKoMeHAayeTCca KOHCY/bTaluus Bpava-reHeTUKa AN OLEeHKU PUCKOB, CBSI3aHHbIX C lAHHbIM BapMaHTOM
Ang npo6aHaa v YIeHOB €ro ceMbMu.

PEKOMEHOOBAHO:

1. CM. BbiAaHHbI€ 3aK/1I04EeHUS Mo pe3y/ibTaTaM No/IHOreHOMHOIo CEKBEHUPOBAHUS CO cpeHen rmy6uHom
npouteHus 10x gna poautenem pe6eHka c Nogo3peHUeM Ha HacneacTBeHHoe 3a6oneBaHUe B KayecTBe
cerperaumMoHHoOro aHanmsa.

2. C uenblo BanMaaumnu BbiiBJIEHHbIX BAPUAHTOB, BO3MOXHO NpoBeAeHUe CeKBeHNMpoBaHUA No CaHrepy.
3. KoHcynbTauusa Bpadya-reHeTUKa.




BALL PE3YJIbTAT:

3ABOJIEBAHUE

JInzocomMHbie 6051e3HU HaKoMeHusa

BonesHb Kpabbe

BonesHb HakoneHWs rMukoreHa Tun la

BonesHb HakKonneHus rnmkoreHa Tmn lb

Bone3Hb HakonneHunsa rmukoreHa tmn |l (BonesHb
MNMomne)

BonesHb HuMaHHa-lMNrKa

BonesHb ®abpu

Mykononucaxapugos tmn |

Mykononucaxapugos tmn Il

Mykononucaxapuaos tun IV

Mykononucaxapugos tmn Vi

GALC

GepPC

SLC37A4

GAA

SMPDI, NPC1, NPC2

GLA

IDUA

IDS

GLBI, GALNS

ARSB

3AKJ/TIOMEHUE

CM. 3aKno4yeHue

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiSBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiSBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiSBNEHO

HapyweHus MeTa6onmsamMa aMMHOKMUCIIOT

ApPrHUHOCYKLUMHOBas aumnaemMmsa

ATpoduma cocyamncTon o6oM0UKM rMasa v ceTyaTkm
c/6e3 opHUTMHEMUEN

BonesHb kKNeHoBoro cupona

MMnepBannHemMua

MnepMeToHNMHEMUSA

TmectnanHemus

Oeduumnt apruHas

Oednumt TeTparnapobuonTepuHa

ASL

OAT

BCKDHA, BCKDHB, DBT, DLD

BCATI1, BCAT2

MMADHC, MATIA, GNMT,
AHCY

HAL

ARG

PTS, QDPR, GCHI, PCBDI1

MyTauuii He BbISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbISSBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiSBNEHO



3ABOJIEBAHUE 3AKJ/TIOMEHUE

HapyweHus MeTa6onmsamMa aMUMHOKMUCIIOT

Oeduunt umtprHa SLC25A13 MyTauui He BbiIBNeHO
HepocTtaTouHoCTb N-aueTunrnytamMaTt CUHTa3 NAGS MyTaumm He BbiIBNIEHO
HepocTtaTtouHocTb Kapb6amoundocdaTcnHTasbl | CPSI MyTauui He BbiIBNeHO
HenocTaTouHOCTb OPHUTUHTPACHKapP6OMMIa3bl oTC MyTaumm He BbiIBNIEHO
HekeToTnueckasa runepramumHemMmsa GLDC, AMT,GCSH MyTauui He BbiIBNeHO

CUHAPOM MMNepPOPHUTUHEMUN-

L R ADK, SLC25A15 MyTaumm He BbiIBNIEHO
TuposunHemuna Tmun | FAH MyTauui He BbiIBNeHO
TuposnHemuma Tmn Il TAT MyTaumm He BbiBNIEHO
TuposunHemua tmun Il HPD MyTauui He BbiIBNeHO
DeHUNKeToOHYpUSA PAH MyTaumm He BbiIBNIEHO
UntpynnuHemua tmn | ASS] MyTauui He BbiIBNeHO
HapylweHua MeTa6onusMa KpeaTUHUHA
CuHapoMbl oeduLmTa KpeaTUHUHA GATM, GAMT, SLC6A8 MyTauui He BbiIBNeHO

HapyweHua MeTabonmsma nMnupoB

LPL, APOC2, APOAS, PIHBPI],

MMnepTpurnuuepuaoemMma MyTauuii He BbISBNEHO

LMF1
CeMeMHaa runepxonecreponeMms LDLR, PCSK9, APOB, LDLRAPT MyTauuii He BbISIBJIEHO
Cutocteponemumsa ABCC5, ABCG8 MyTaumm He BbiIBNIEHO

HapyweHusa MeTabonusma megm

BonesHb BunbcoHa-KoHoBanosa ATP7B MyTaumm He BbiIBNIEHO

BonesHb MeHkeca ATP7A MyTauui He BbiIBNEHO

HapylwieHua MeTa6onmsma opraHM4ecKux KUcnoT

AUH, DNAJCI19, OPA3, TAZ,
SERACI, TMEM70, ATP5E,
ATPAF2,SUCLA2

3-MeTunrnyTakoHoBag aumaypua MyTauuii He BbiISBNEHO



3ABOJIEBAHUE

3AKJ/TIOMEHUE

HapyweHua MeTabonusma OopraHU4YeCcKHUX KucrnoT

MmyTtaposag aungemusa Tmn |

OedunumTt 3-MeTunkpoToHuI-Koa Kap6okcunasbl

Leduumnt 6eTa-keToTnonasbl

M3oBanepuaHoBas aunoeMms

KoM6BUHMpoBaHHas ManoHoBas v
MeTUIManoHoBasa auuaypma

KOM6VIHVIpOBaHHaﬂ MeTUIManoHoBad aungemMung
N roMoOUUNCTUHYPUNA

MeTunmanoHoBada auMaemMmsa

MHOXeCTBEHHbIN AebUUUT KapBoKcHnasbl

HepocTtaTouHOCTb 2-MeTUM-3- FTMPOKCUBYTUPU
KoA pervpgporeHasbl

HepoctaTouHOCTb 2-MeTUNByTUpUn KoA
nervaporeHasbl

HepoctaTo4HOCTb 3-rMAPOKCU-3- METUITYTapU
KoA

MponuoHoBasa aumaeMus

GCDH

MCCCI, MCCC2

ACATI

VD

ACSF3

MMACHC, LMBRDI, MMADHC,
ABCD4

MUT, MMAA, MMAB, MCEE,
MMADHC

BTD, HLCS

HSD17B10

ACADSB

HMGCL

PCCA, PCCB

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

HapyLueHunsa oKucneHus XMpHbIX KUCNOT

MmyTtaposag aungemusa tmn |l

OednumnT 2,4-nmeHonn-KoA-penykTasbl

Oeduunt 3-rugpokcmaymn-Koa- germgporeHasbl

Oednumt nsobytmpun-Koa-gerngporeHasb

LeduunT KapHUTUH NanbMUTOUNTPaHCcHepasbl 1A

LednunT KapHUTUH NanbMUTOUNTPaHChepasbl Il

ETFA, ETFB, ETFDH

NADK2

HADH

ACAD8

CPTIA

CPT2

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO



3ABOJIEBAHUE

3AKJ/TIOMEHUE

HapyLueHunsa oKucneHus XMpHbIX KUCNOT

OedUunT KAPHUTUH-ALUNKAPHUTUH TPAHCNIOKa3bl

Oednumt KopoTkouenovyeyHom aumn-Koa-
aerngporeHasbl

Oeduunt MmanoHmnn-Koa-gekapbokcuiasbl

Oednunt odeHb ONMHHOLENMOYEUYHOM
AUUNKO3H3UM A-[lernaporeHasbl

Leduumnt cpegHellenoyeyHom 3-ketoaumn-Koa
Tronasbl

Oeduumt cpegHeLenoyYeyHoM ALMNKOIH3UM
A-LervpporeHasbl

HepocTaTouHOCTb MUTOXOHAPUANBHOIO
TpUbYHKLUMOHaNbHOro 6enka

MepBUYHbBIN CUCTEMHbIN OeDULNT KAPHUTUHA

STnnManoHoBas aHuedanonat1a

HapylweHus yrneBogHoro o6MeHa

BpoxkaeHHas HenepeHOCMMOCTb GPYKTO3bI

[anakTosemusa

Lednumnt riokosa-6-docdaT germgporeHassl

SLC25A20

ACADS

MLYCD

ACADVL

ACAAI, ACAA2

ACADM

HADHA, HADHB

SLC22A5

ETHET

ALDOB

GALT, GALE, GALK1

G6PD

MepBUYHbIA UMMyHOAEPULIUT

ELANE-cBA3aHHaa HenTponeHusa

ATaKCcUa-TeneaHrMoaKTasmng

AYTOCOMHO-OOMWHaHTHbIM runep IgE cuHapoMm

Mmnep IgM cnHapom

CeMeMHbIN reModaroymMTapHbI
nMbormcTMoumnTos

CuHapoM BuckoTTta-Ongpuorka

ELANE

ATM

STAT3

CD40LG, AICDA CD40

PRF1, UNCI3D, STX11, STXBP2

WAS

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiSBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauuii He BbISSBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbISBNEHO

MyTauui He BbiIBNEHO



3ABOJIEBAHUE

MepBUYHbIN UMMyHOAEPULIUT

CunHppom fepmaHcku-Nynnaka tmn 2

CuHapoM lMNoumcuennm tmn 2

CUHOPOM HelMereH (CUMHAPOM XPOMOCOMHOM
HecTabunbHOCTU HellMereH)

CuHapoM Yegmaka-Xuracu

Taxkenblih KOMOUHUPOBAHHbBIN UMMyHOAEDULNT

XpsiweBo-BonocsaHasa rmnonnasung

X-cuenneHHaa araMMarnobynmHeMmna

X-cuenneHHas numdbonponndepaTBHas
6onesHb

Mpoune reHeTUYECKNE HaAPYLUEHUS

AYTOCOMHO-pPeLEeCCUBHbIN OCTEOMNETPO3

foMoumcTuHypusa

3n0oKayYecTBEeHHasa rmnepTepmms

MykoBucuUMO03

HecuHOpoManbHasa HeMpoCceHCopPHasa TYroyXxoCTb

HecuHOpoManbHaga TyroyxocTb 1 ryxoTa

CuHapom [pase (Taxenaa HeoHaTanbHasa
MUOK/IOHWYeCKad anuniencms)

Ty6epo3HbI CKIepo3

AP3B1

RAB27A

NBN

LYST

ADA AK2, CD247, CD3D, CD3E,
COROIA, DCLREIC, IL2RG, IL7R,
JAKS, LIG4, NHEJI, PRKDC,
PTPRC, RAGI, RAG2, TNFRSF4,
ZAP70, PNP

RMRP

BTK

SH2DIA, XIAP

TCIRG1

CBS

RYRIT, CACNAIS

CFTR

GiB2

GJIB2, GIB3, SLC26A4, MT-RNRI

SCNIA

TSCI, TSC2

3AKJ/TIOMEHUE

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbiISBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbISSBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbISSBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbISSBNEHO

MyTauui He BbiIBNEHO

MyTauuii He BbISBNEHO

MyTauui He BbiIBNEHO



3¢pPeKTUBHOCTb IeKapCTBEHHbIX CPeACTB U HeKOTopble NO60YHbIe
peakLUuM YacTo 3aBUCAT OT reHeTUUYecKux ¢pakTopos. B 3ToM paspgene
npeacraBneHa UHPopMaLmnsa 06 0co6eHHOCTAX peaKLMmu opraHM3Ma
Ballero pe6eHKa Ha JieKapCcTBeHHble npenaparTbl.

Bcé — apn, Bcé — NeKapcTBoO;
TO U Apyroe onpependaeT Aosa.

Mapauensbc




dapMaKoreHeTMUKa - pasaesn reHeTUKM, KOTOPbIN U3ydaeT BAnaHmue
reHeTUYeCKMX 0CobeHHOCTeM YenoBeka Ha 3pPeKTUBHOCTb U
6e30MacHOCTb MCMOMb30BaHKS NTEKAPCTBEHHbIX CPEACTB.

Ha ocHoOBe pe3ynLTaToB reHeTUYEeCKOro aHanm3a Mbl MOAroTOBUIN MHOUBUAYaNbHbBIA OTYET Mo 48
NeKapcCTBeHHbIM CpeCTBaM, KOTOPble NCMOSTb3YHOTCA B HEBPOSIOTNN U MICUXUATPNK, PEeBMaTONOIMMIM, OHKOMOrnu,

KapOMOonormmy, raCTRO3HTEPOMOMMN U ANA NTeYeHUs MHOEKUMOHHbIX 6ore3Hen.

BaKHO! IHDOpMaLMa HOCUT PpeKoMeHaaTeNbHbIM XapaKkTep, pelleHmne No HasHaudeHUo UK oTMeHe
NleKapCTBEHHbIX CPeACTB MPUHMMAET fedalumit Bpad. MonydeHHaa nHdopmMauma noTpebyeTca TOMbKO B TOM

cnydae, eCiit BO3HUKHET Heo6xXo0OMMOCTb Ha3zHa4YeHUs cpencTs, npencrtaB/1eHHbIX B Tabnumuax.




nHaAnBNAyAJ1bHA4 PEAKUUA HA HAUBOJIEE YACTO UCMNOJ1b3YEMDIE
JNNEKAPCTBEHHDIE NMPEMAPATDI

HAMMEHOBAHUE

MPEMAPATA

KaneumnTtabuH

MepkanTtonypuH

MeToTpekcaTt

TuoryaHuH

dTopypaumn

dTopypaumn

UpuHoTekaH

[ekcnaHconpa3son

DOAPMAKOJTOTMYECKA4A PEXXUM
rPynnA AO3UPOBAHUA

MNMpoTusoonyxonesbie cpeacTsa

AHTUMETa6oNMUTbI CraHpapTHas gosa

n HAUBUAYyalsibHaA Ao3a

CraHpapTHaa fosa

n HAUBUAYyalsibHaA Ao3a

CraHpapTHaa fosa

CraHpapTHaa fosa

MpoTHBOOMyxONeBble CpeacTea
pPacTUTENbHOMO MPOUCXOXKAEHUS

7] HAUBUAYyanbHaa Ao3a

PUCK
NMOBOYHbIX
SODEKTOB

Huskumn

CpeaHun

Huskumn

CpeaHun

Huskumn

Huskumn

CpeaHun

CpeacTBa Aans nevyeHusa 3a6oneBaHUM XXeNyaoOUYHO-KULLEYHOro TpaKTa

NHIMBUTOPbI MPOTOHHOMO Hacoca CraHpapTHas gosa

Huskumn

AJIbTEPHATUBHASA
TEPANMUA

He ob6a3aTenbHa

Bo3MoXKHa

He ob6a3aTenbHa

Bo3MoXKHa

He ob6a3aTenbHa

He ob6a3aTenbHa

Bo3MoOXKHa

He ob6a3aTenbHa



HAUMEHOBAHUE DOAPMAKOJTOTMYECKAYA PEXXUM s AJIbTEPHATUBHASA

MPEMAPATA rPynnA AO3UPOBAHUA R TEPANMUA

SDDEKTOB

CpepcTBa ANg neyeHusa 3a6oneBaHUM XKelyAo4YHO-KMLUEYHOro TpaKTa

NaHconpason MHrM6UTOpbl MPOTOHHOIO Hacoca CraHaapTHasa fAo3a Huskun He o6sa3aTenbHa
OmMenpason CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
MaHTOoNpason CraHpapTHaa posa Huskumn He ob6da3aTenbHa
S30Menpason CraHpapTHaa posa Huskumn He ob6da3aTenbHa
OHAAHCETPOH MpPOTMBOPBOTHbIE CPeacTBa UHanBupyanbHasa posa CpeaHun Bo3MoXKHa

CpepacTBa Ans neyeHusa 3a6oneBaHuUn HepBHOFI CUCTEMDbI

AHTUAPUTMUYECKME CPEACTB],

DeHUTOUH MHanBupyanbHasa fosa CpepHun Bo3MoXkHa
MpoTuBOaNMIENTUYEeCKMe CPeacTBa

BeHnadakcuH AHTUOENpPeccaHTbl CraHpapTHaa aosa Huskumn He ob6d3aTenbHa

UMunpamuH UHanBupyanbHasa posa CpeaHun He o6sa3aTenbHa

MapoKceTnH CraHpapTHaa aosa Huskumn He ob6d3aTenbHa



HAUMEHOBAHUE
MPEMAPATA

CepTpanuH

LUmntanonpam

Apununpason

KnoszanuH

Ownazenam

ATOMOKCETUH

AcnupuH

BapdpapuH

ATopBacTaTuH

DAPMAKOJTIOMMYECKASA PEXXUM s

rPynnA AO3UPOBAHUA

NMOBOYHbIX
SDDEKTOB

CpepcTBa Aqa nevyeHuda 3a6oneBaHUin HEPBHOM CUCTEMBbI

AHTUOENpPecCcaHTbl CraHpapTHaa aosa Huskumn
CraHpapTHaa aosa Huskumn
HenponenTtunku UHanBupyanbHasa posa CpeaHun

UHamBuayanbHasa posa | CpepHuid

MpoTuBOaNUIENTUYECKME CpeacTea ,

CraHpapTHaa posa Huskumn
AHKCUONUTUKMN

CpepacTBa Anga nevyeHus 3a6oneBaHun cepnequ-cocynMCToﬁ CUCTEMDbI

ALPEHO- N CUMMATOMUMETUKN

(anbda-, Gera-) CraHpapTHaa aosa Huskumn

AHTWarperaHThbl UHamnBupyanbHasa posa CpeaHun
AHTWKOArynsHTbI UHanBupyanbHasa posa CpeaHun
CTaTvHbI UHamnBupyanbHasa posa CpepHun

AJIbTEPHATUBHASA
TEPANMUA

He o6sa3aTenbHa

He o6sa3aTenbHa

Bo3MoXkHa

Bo3MoXkHa

He o6sa3aTenbHa

He o6sa3aTenbHa

Bo3MoXkHa

Bo3MoXkHa

Bo3MoXxHa



HAUMEHOBAHUE DOAPMAKOJTOTMYECKAYA PEXXUM s AJIbTEPHATUBHASA

MPEMAPATA rPynnA AO3UPOBAHUA R TEPANMUA

OODEKTOB

CpencTBa Aans neyeHus 3a6osieBaHUM cepaevyHO-COCyAUCTOMN CUCTEMDbI

MNMpaBacTtaTuH CTaTWHbI UHanBupayanbHaa posa CpeaHun Bo3MoXKHa
Po3syBacTtaTtuH UHanBupayanbHaa posa CpeaHun Bo3MoOXKHa
dnysactaTuH MHanBupyanbHaa posa CpeaHun BosMoXkHa

CpepacTBa Ans nevyeHus VIH¢eKLlMOHHbIX 3a6oneBaHuUn

[eHTaMUUMH AMVHOTMIMKO3M AL, CraHpapTHaa posa Huskumn He ob6da3aTenbHa
OdTanbMonormyeckme cpencrsa

MarnHTepdepoH anbda-2a NHTepdepoHbI CraHpapTHaa posa Huskumn He ob6da3aTenbHa

HesupanuH MpoTnBoBMpycHbIe (33 CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
ncknoyeHvem BMY) cpencrea
[MpoTMBOBMPYCHbIE (33

LenaruHtepdepoH anbda-2b  pcknioueHmnem BUY) cpenctsa, CTtaHpapTHaa fosa Huskumn He ob6da3aTenbHa
VHTepdepoHbl

BopukoHazon MpoTBOrpUBKOBbIE CpeacTBa CraHpapTHaa aosa Huskumn He ob6da3aTenbHa

ATazaHaBup CpencTsa An neveHs UHauBMAayanbHaa gosa CpenHui Bo3MOXHa

BUY-nHbekummn



HAUMEHOBAHUE DOAPMAKOJTOTMYECKAYA PEXXUM s AJIbTEPHATUBHASA

NMOBOYHbIX

MPEMAPATA rPynnA AO3UPOBAHUA TEPANMUA
OPDEKTOB

CpeacTBa ana nevyeHUsa UHPEKLUMOHHbIX 3a6oieBaHUM

CpencTtBa ong nevyeHuns

SdaBmpeHs CraHpapTHaa aosa Huskumn He ob6da3aTenbHa
BUY-nHbekummn
CpeacTBa Ans nedyeHUsl peBMaToJIoOrM4eckux 3aboneBaHum
A3aTuonpuH MIMMyHofenpeccaHTbl UHauBupyanbHasa nosa | CpepHun Bo3MoOXHa
AnnonypuHon MpoTnBonogarpmyeckoe cpeacTso UHauBMpyanbHasa nosa CpenHun Bo3MoOXHa
CpeacTBa oJia nevyeHuda Ty6epkyrnesa
U30oHuasua CHHTETUHECKNE aHTUBaKTePUabHbIe UHauBupyanbHasa nosa | CpepHun He o6a3aTenbHa
cpencTea
CpencrBa Ans HapKosa
[anotaH Hapko3Hble cpeacTea CraHpapTHaa fosa Huskumn He ob6a3aTtenbHa
LOecdnypaH CraHaapTHasa fosa Huskumn He ob6a3aTenbHa

M3odnypaH CraHaapTHasa fosa Huskumn He ob6a3aTenbHa



HAUMEHOBAHUE
MPEMAPATA

CeBodnypaH

UéynpodpeH

Tpamapon

KopewvH

DAPMAKOJTIOMMYECKASA PEXXUM

rPynnA AO3UPOBAHUA

CpencrBa Ans HapKos3a

HapkosHble cpeacTsa CraHpapTHas gosa

CpeacTBa, yMeHblLuaLwmue 60n1eBo CUHAPOM

HecTtepougHble
NpoTHBOBOCMaNMUTENbHble CPEACTBa

UHauBmupayanbHasa aosa

OnvongHble HeHapKOTUYeCcKne
aHaNbreTuku

UHauBupayanbHasa aosa

MpoTMBOKaLU/IeBble CPeacTaa,
OnuvonaHble HapKoTUYecKue MHauBuayanbHasa nosa
aHanbreTMkm

PUCK
NMOBOYHbIX
OODEKTOB

Huskumn

CpepHuUn

CpeaHun

CpepHun

AJIbTEPHATUBHASA
TEPANMUA

He ob6a3aTenbHa

Bo3MoXxHa

He o6sa3aTenbHa

He o6sa3aTenbHa



3AKJTIOMEHMUE:

PexkoMeHpgoBaHa MHOMBUMAOYANbHAA 0O3MPOBKA Clenyowmx npenapaTos:

MPENAPAT noJinMoPOU3M FEHOTUN
A3aTnonpuH TPMT rs1800462 CcC
AnnonypuHon CDSN rs3095318 T
Apununpason ABCBI rs1045642 AA
Apunuvnpason ABCBI rs2032582 AA
Apununpason CYP2D6 rs1058164 GG
Apunuvnpason CYP2D6 rs28371699 AA
ACnUpUH HLA-DPBI rs1042136 CcC
AcCnvpuH HLA-DPBI rs3097671 cC
ATazaHaBup UGTIAIO rs887829 CT
ATOpBacTaTUH SLCOIB1 rs4149056 CT
BapdapuH VCORCI rs9923231 T
MeynpodeH PTGS2 rs20417 GG
M30HMasmn NAT2 rs1799930 AG
MmMunpamuH CYP2D6 rs28371725 T
NpuHoTekaH ABCCI rs425215 GG
MpuHoTekaH UGTIAI rs4124874 GT
KnosanuH MC4R rs489693 AC
KopeuH CYP2D6 rs28371725 T
MepkanTonypwH TPMT rs1800462 CcC
OHpaHceTpoH ABCBI rs1045642 AA
MpaBacTaTnH ABCBI rs2032582 AA
MpaBacTaTuH SLCOIBI rs4149056 CT
PosyBacTtaTuH SLCOIBT rs4149056 CcT
TuoryaHuH TPMT rs1800462 cc

Tpamagon CYP2D6 rs28371725 T



MPENAPAT FEH NnoJIMMOP®U3M FEHOTUN

DeHUTOMH CYP2C9 rs1799853

DeHUTOUH HLA-B*1502 rs3909184

®nyBacTaTuH SLCOIB1 rs4149056
PEKOMEHOOBAHO:

MPOKOHCYNBTUPYMTECH C BallM OOKTOPOM MPW Ha3zHa4YeHMM NpenapaToB 13 3TOro Crm1cKa.

CcT

GG



Onga cnegyolwmx npenapaTtoB MHAMBUMAYaIbHag O3UPOBKa He peKOMeHD,OBaHa*I

ATOMOKCETUH
BeHnadpakcuH
BopwkoHazon
[[anoTaH
feHTaMULWMH
[ekcnaHconpason
OecdnypaH
Owaszenam
N3odnypaH
KaneuntabuH
JlaHconpason
MeToTpekcaTt
HeBupanuH

*CNMcok ncecnenyeMblix MyTaLLl/Il7I npenocTtaBngdeTCcd no 3anpocy.

OmMenpa3son

[MaHTOMpPason
[TapokceTnH
MarnHTepdepoH anbda-2a
CeBodnypaH

CepTpanuH

dTopypaLMn
LenarnHTtepdepoH anbda-2b
LlnTanonpam
230Menpason

SdaBMpeHs



OONOJTHUTE/IbHAA UHDOOPMALIUA

TEXHUYECKAA MHDOOPMALIMA, METOObl MCCITEOOBAHWMA

METO[ UCCJIEAOBAHUS:

TN BUBJTUOTEKW:

CPEOHAA MYBUHA NMPOYTEHUA
FEHOMA MNOCIJIE
CEKBEHUWPOBAHUSA:

KOJIMYECTBO NMPOYUTAHHbBIX

HYKNEOTUAOB:

TWUMN NPOMTEHUA:

ANMUHA NPOYTEHUSA:

KAYECTBO BbIXOAHbIX OAHHbIX
CEKBEHUWPOBAHUSA:

nonHoreHoMHoe cekBeHupoBaHue (Whole Genome Sequencing).

PCR free

He MeHee 25X

He MeHee 75 Mnpa.

napHO-KOHueBOe/OnHOKOHLI.eBOe

(1-2)x(100 n.0./150 n.0./200 n.o.)

1. YMCNO NPOYTEHUN C KayecTBOM Q20: He MeHee 90% OT uucna
MPOYTEHUM, MNONYYEeHHbIX B pe3ynbTaTe CeKBEHUPOBaHUS;

2. Yucno npoYTeHum c KayecteoM Q30: He MeHee 80% oT Yucna
MPOYTEHUI, NOJNTYYEHHbIX B pe3ynbTaTe CeKBEeHUPOBaHUS.

** MpUYMHOM pesynbTaTa «He ornpeneneHo» MoXeT BbiTb He[OCTaTOYHasA CTeNeHb NPOYTEHUS B AaHHOM 06acTy reHoma.
B HOpMe Yy YenioBeka Nnpwu MoIHOreHOMHOM CeKBEHMPOBaHUM Pe3ybTaT MOXeT ObiTb He ornpeaeneH NpuMepHo s 5% reHoma.



E-MAIL: MED@EVOGENLAB.RU
EVOGENLAB.RU




