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MNon: XKen

[ata poxaeHus: 27.06.1980

Bo3zpacr: 45 net

NH3: 999999999

[Jata B3aTus obpa3ua: 04.02.2026 07:00

[aTta noctynnenus obpasua: 04.02.2026 14:15

Bpau: 06.02.2026 18:01

[aTta neyatu pesynbTaTa: 09.02.2026

WccnenosaHme PesynbTat KoMMeHTapwuii

MaHenb reHOB HacNeACTBeHHbIX nosinHeiponaTuin (NGS)

bonesHb LLlapko-Mapu-TyTa cM.KOMM. MaToreHHbIX 1 BEPOSITHO NaTOreHHbIX BapMaHTOB OBHapy>keHo He 6bino
HacneacreeHHas CM.KOMM. MaToreHHbIX 1 BEPOSITHO NaTOreHHbIX BapMaHTOB OBHapy>keHO He 6bino

HerponaTtus ¢
NpeapacrnonoXeHHOCTbIO K
napannyam oT AaBfieH

HacneacTeeHHble CM.KOMM. MaToreHHbIX M BEPOSITHO MATOreHHbIX BAapUaHTOB O6HAPYXKEHO He Bbl1o

CEHCOPHbIE U aBTOHOMHbIE

HeliponaTtum

[AvcTanbHble CM.KOMM. MaToreHHbIX 1 BEPOSITHO MATOMEHHbIX BapMaHTOB O6HapY»EeHO He 6bIs10

HaCneACTBEHHbIE MOTOPHbIE

HerponaTum

Heliponatuu, CBsi3aHHbIE CO CM.KOMM. MaToreHHbIX M BEPOSITHO MATOr€HHbIX BApUAHTOB OGHAPYXEHO HE Bbl10

CMacTMYeCcKolr napanserven

CeMeliHasi amunonaHas CM.KOMM. MaToreHHbIX 1 BEPOSITHO MAaTOrEHHbIX BapuaHTOB 06HapY»KeHO He 6bI1o

nonMHenponaTus

Heliponatuu, CBsi3aHHbIE C  CM.KOMM. MaToreHHbIX M BEPOSITHO MATOreHHbIX BAapUaHTOB 06HAPYXKEHO He Bbl1o

MUTOXOHAPUASIbHbIMU

3aboneBaHnsMK

Heliponatuu, CBS3aHHbIE C  CM.KOMM. MaToreHHbIX 1 BEPOSITHO MATOMEHHbIX BapMaHTOB 0BHapY»eHO He 6bIs10

HaCneACTBEHHBIMM

aTaKcusIMm

CvHApOMasibHble CM.KOMM. MaToreHHbIX ¥ BEPOSITHO MATOr€HHbIX BApUAHTOB OGHAPYXEHO He Bbl10

He/iponaTtum

MeTtabonuueckue CM.KOMM. MaToreHHbIX 1 BEPOSITHO MATOMEHHbIX BapMaHTOB 06HapY»eHO He 6bIs10

HaCNeACTBEHHbIE

He/iponaTtum

leHeTNYeCKoe 3aK/OYEHNE CM.KOMM. O6Hapy>KeH reHOTUM, HE aCCOLMMPOBAHHLIN C HacNeACTBEHHbIMM
noJIMHeNponaTUsMm

Wcnonuutens Mewkosa H.I"., Bpay KIMHWYECKON NabopaTopHOW ANArHOCTUKM

BHuMaHne! B 3neKTpOHHOM 3K3eMnnsipe 6r1aHka Ha3BaHWe UCCNeAoBaHMs COAEPXMT CCbIIKY Ha CTPaHWULY caliTa C OnncaHueM
mucecnenoBaHus. www.invitro.ru
Pe3ynbTaThl UCCNENoBAHUIN He SABNAOTCA AMArHO30M, HEOBX0AMMa KOHCYIbTaUus CreLuanmcTa.

M.M. / Noanuck Bpaya

cTp.1m3l


http://www.invitro.ru/

INVITRO

(017 [0]

Mon: XeH

[ata poxaeHus: 27.06.1980
Bo3zpacr: 45 net

NH3: 999999999

[aTa B3aTMs 0bpasua: 04.02.2026 07:00
[aTta noctynnenus obpasua: 04.02.2026 14:15
Bpau: 06.02.2026 18:01
[aTta neyatu pesynbTaTa: 09.02.2026
WccnepoBaHne

KoMMeHTapuit Kk pe3ynbTaTy UcciegoBaHus

M.M. / Noanuck Bpaya



INVITRO

(017 [0]

MNon: XeH

[ata poxaeHus: 27.06.1980
Bo3zpacr: 45 net

NH3: 999999999

[aTa B3aTMs 0bpasua: 04.02.2026 07:00
[aTta noctynnenus obpasua: 04.02.2026 14:15
Bpau: 06.02.2026 18:01
[aTta neyatu pesynbTaTa: 09.02.2026

Y 0bcnenyeMoro He BbISIBNIEHO MATOMEHHbIX U BEPOSITHO MATOMEHHbIX BapMaHTOB B MCCIeA0BaHHbIX FreHax, aCCoOLMMPOBaHHbIX
C pa3BUTUEM HaCNEeACTBEHHbIX MOAMHENPONaThin. [JaHHbIN pe3ynbTaT NO3BOJSET 3HAUNTENBHO CHU3UTb BEPOSTHOCTb
AMArHo3a OCHOBHbIX KIIMHMYECKUX (POPM HACNIEACTBEHHBIX MOSIMHENPONATUIA, OAHAKO HE UCKITIOYAET MX MOSTHOCTLIO. MoMKUMO
HacneacTBeHHbIX (DOPM, Ha KOTOpble HanpaBfeH AaHHbINA TECT, BbIAENSIOT METabONMYECKME, @y TOUMMYHHbIE,
napaHeonacTUYecKMe NosIMHENPoNaTK, a TakXKe NoMHENPONATUK, CBA3AHHbIE C MHMEKLIMOHHBIMU 3a60/1€BaHNUSIMU U
TOKCMYECKUM NopaxxeHneM. MoMUMO 0BLLIMX TEXHUYECKMUX orpaHMyeHunin MeToaa NGS (cM. pasaen II B npunoxxeHun), cneayet
YUYUTbIBaTb psif Crieumryeckrx 0COBEHHOCTEN AaHHOW MaHen, KOTopble NMPU OTPULLATENIbHOM pe3y/bTaTe He MO3BOSISIOT
MOJSTHOCTBIO UCKITIOUNTL BCE UCCNedyEMbIE NaTonornn. NMoM1MMo Knaccuyecknx orpaHuyeHnin metoaa NGS, npeacTaBeHHbIX B
pa3zgene II, BaXxHO NoAYepKHYTb paj creunduyecknx 0cobeHHOCTEN faHHOM NaHenu, KoTopble, Npy OTpULaTeTbHOM
pe3synbTaTe TeCTMpOoBaHusl, He No3BoNstoT Ha 100% MCcKNYUTL nccnegyemole 3abonesaHus. Jynnvkauus reHa PMP22
SIBNSIeTCA Hambornee YacToin npuumHoii 6onesHu LLapko-Mapu-TyTa, a Aeneumst AaHHOro reHa CBsi3aHa C Takxke KpaliHe
pacnpocTpaHeHHbIM 3aboieBaHMEM — HACIeACTBEHHOW HEMponaTK C NPeAPacroNIOXXEHHOCTBIO K Napaauyam ot
caasnveaHus. OfHAKO Aeneunn u aynnnkaumm reHa PMP22 He feTekTUpYyloTCS AaHHbIM TECTOM, U UX peKOMeHAyeTcs
BbISIBNATb OTAENbHO. KpoMe 3Toro, NoAnHENponaThst YacTo SIBMSIETCS OAHUM U3 CUMIMTOMOB MUTOXOHAPUASIbHbIX
3aboneBaHuiA. [JaHHbI TECT NMO3BOJSET NPOBOANTL OLIEHKY TOMbKO reHOB reHoMHol JHK 1 He BK/oYaeT uccnenoBaHue
MuToxoHApuansHou AHK. [ns npoBeaeHust TECTUPOBAHMS Ha MUTOXOHAPWAsbHbIE 3a60/1EBaHNSI PEKOMEHAYETCS
MCMosb30BaTb OTAeNbHbIE TapreTHble NGS-naHenun. ccnenoBaHne Takxke He NO3BONASIET ANArHOCTUPOBATb Psia
3KCMaHCMOHHbIX 3a60MeBaHMi, NPOsiBNIEHNE KOTOPbIX TakxXe BKIIYAOT NOAMHENponaTuio: cnnHouepebennsipHble atakcum 1,
2,3,6,7,8,10, 12, 17, 31, 36, 37 Tnnos., atakcus Opuaperixa, CANVAS-cMHAPOM.

KnuHuyeckas 3HauMMoCTb FeHETUYECKMX BapUaHTOB MpY HacNeACTBEHHbIX MO/IMHENPONATUSIX NMOCTOSIHHO YTOYHSIETCS 1
[OMOJHSAETCS, B CBSA3M C YeM MOXeT OblTb peKOMeHA0BaHa NOBTOPHAs MHTEPMpeTaumnsl FreHETUYECKMX AaHHbIX He valle 1-2
pa3 B rog ("PykoBoacTBO Mo nHTepnpeTaumm AaHHbIX nocnegosaTenbHocT AHK yenoseka, nosyyYeHHbIX MeToaamm
MaCcCOBOro MapannenbHoro cekseHnposaHus”, 2018).

BaxkHas gononHuTenbHas MHbopMaums 0 pesynbTaTax UccneaoBaHus npeacrasneHa B «OTyeTe 0 NpoBeAeHHOM
AanarHoctnyeckoM NGS-vccneoBaHMM NaHeM reHoB METOAOM MOSTHOIK30MHOMO CEKBEHNPOBAHNS», KOTOPbIV SBASIETCS!
YacTblo NpeaoCcTaBnseMon nabopaToprein AOKYMeHTauum (CM. NpuUnoxeHue). B otueTe, B pa3aene I, npuBeaeHsl nogpobHoe
onu1caHue BbISIBIEHHbIX FTEHETUYECKNX BapUaHTOB C UX MHTEprpeTaumel 1 3akodeHne nabopaTopHOro reHeTrka; B pasaene
IT oTpaxkeHbl orn1caHne TEXHONOMMY MPOBEAEHHOr0 UCCNEA0BAHUS U CMIMCOK LieNIeBbIX FEHOB B COCTABE MaHEesW.
MonuHenponaTm NpeacTaBnsoT CO60I STUOMOrMYECKN FETEPOreHHYHO rpynny 3aboneBaHni, KOTOPbIE XapaKTepusyoTcs
rnopakeHMeM nepudepmnyeckort HEpBHOM cMcTeMbl. MonMHENPONaTUK B 3aBUCMMOCTM OT NAaTOrEHETUYECKOro MEXaHU3Ma
MOryT ObITb pa3aeneHbl Ha AEMUETMHU3NPYIOLLME W aKCOHasbHbIE, B 3aBMCMMOCTM OT XapakTepa KIMHUYECKMX NPOSIBEHNI -
MOTOpHbIE, CEHCOPHblE, CMELLAHHbIE, BEreTaT1BHbIE, B 3aBMCMMOCTI OT XapaKTepa TeYeHUs - OCTpble, NOAOCTpPbIE U
XPOHMYECKUE. STUOSIOMMYECKME NMPUYMHBI MONMHENPONaTUM KpalHe reTeporeHHbl U BKIKOYAOT ayTOMMMYHHble 6051e3HM,
OHKOnornyeckune 3abonesBaHns, MHMEKUMU, TOKCUYECKOE NopaXKeHne, Metabonmyeckme 1 s3HAOKPUHONOrnyeckue
3aboneBaHusi. CNekTp HacNeACTBEHHbIX 3abosieBaHNiA, NpY KOTOPbIX HabMoAaeTCs NopaXxeHue nepndepnyeckon HepBHOM
CUCTEMbI, KpaiHe WnpoK. MonnHeponaTns MoXeT 6bITb Kak €AMHCTBEHHBIM MPOSIBIIEHMEM TaKMX 6ONE3HEN, TaK U YaCTbiO
CUCTEMHbIX NposiBreHnin. Hanbonee yactol u n3BecTHoW popMOi HacNeaCcTBEHHONM NOSIMHEponaTuK siBnsieTcs 6on1e3Hb
LLlapko-Mapu-TyTa. BonesHb LLlapko-Mapu-TyTa BK/OYaeT B CebS reTeporeHHyto rpynny BPOXAEHHbIX HEMponaTuii ¢
pasfIMYHbIMKU TUMaMK HacneaoBaHus. KnMHuyecke nposiBfieHnst 60/1e3HM AaHHbIX 3ab0neBaHni NOSBASIOTCS, KaK NpaBusio,
Ha NepBOM-TPETbEM AECATUNETUMN XN3HWU. CUMNTOMATMKa BKIIOYAET CUMMETPUYHYIO, MEAIEHHO NPOrpeCccMpyoLLYIO
JAMCTaNbHYHO MbILUEYHYH CabocTb HUMXKHMX, @ 3aTEM UM BEPXHUX KOHEYHOCTeN, AedopMaumio CToM Mo TUNYy pes cavus
(«cBuCatoLlas CcTona») C BbICOKMM CBOZOM W MOJIOTKOOBpa3HoN AedopMaument NanbLeB, a TakKe NporpeccupyHoLLyio
aTpoduIo MbILLIL, rONieHN (€HOTW anucTa»). MOTOPHbIE NPOSIBIIEHMS YAacTO COYETAIOTCA CO CHUXKEHNEM BONEBOW,
TEMMNepaTypHOW 1 BUOPALMOHHOW YyBCTBUTENBHOCTM B KOHEYHOCTSIX MO TUMY «MEPYATOK» U «HOCKOB». [JaHHble 3ab0neBaHust
MOryT XapaKTEepU30BaTbCA Kak aKCOHasbHbIM, Tak U AEMUENIMHU3UPYIOLWMM TUIOM MOSIMHENPONAaTUM C KpaliHe BapuabesibHoM
CKOPOCTbIO TeUEHMS. 3HAUUTENTbHO YCIOXHSET AnddepeHLManbHbIi AMarHo3 nofMHeENponaTuii Hannyne oTAeNbHbIX

M.M. / Noanuck Bpaya
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HaCNeACTBEHHbIX CEHCOPHbIX, MOTOPHbIX M @aBTOHOMHbIX HEMPOMAaTWI, XapaKTepU3YOLMXCS COOTBETCTBYIOLLEN
cMMNTOMaTUKON. CyLLECTBYET LUMPOKMIA CMEKTP HACNEeACTBEHHbIX HEBPOSIOrMYECKUX 3a601eBaHUI, MPU KOTOPbIX
NOMIMHENPONaTUS SBNSIETC OAHUM M3 MPOSIBNIEHNI: CMAaCTMYECKME napanierym, MUTOXOHAPWasbHbIe 3a601eBaHMs 1
HacneaCcTBEeHHblE aTakcuu. Takxke oTAeNbHO TPpeByeTcs NoAYEPKHYTb, YTO MPUYMHON MOMMHENPONAaTUM MOXKET GbiTh
ceMeiiHas aMmunonaHasi noMHenponaTus, Hekotopble GopMbl koTopol (TTR-aMMIoMA03) MMEIOT TapreTHOE JIeYEeHNE.

Wcnonuutens MewkoBa H.IM., Bpay KIMHWYECKON NabopaTopHOW ANarHOCTUKM

BHuMaHne! B 3neKTpOHHOM aK3eMnnspe 6r1aHka Ha3BaHWe UCCefoBaHNs COAEPXMUT CCbINIKY Ha CTPaHWULY caliTa C onncaHueM

ncecneaoBaHus. www.invitro.ru
Pe3ynbTaThl UCCNENoBAHUIN HE ABNAOTCA AMArHO30M, HEO6X0AMMa KOHCYbTaLus CreLuanmcTa.

M.M. / Noanuck Bpaya
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OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIIEQOBAHUN

MAHEJIM TEHOB METOJAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

®nNO NPUMEP
NpeHtndukarop obpasua 12345

Homep 3akaza 125-225-41485-888
lata poxpaeHus 01.01.2000

Mon MY>K

Bupg 6uomarepuana Kposb OOTA

[ata nonyyeHusa buomarepmana | 10.09.2025

WUccnepoBaHue naHenu reHoB HOCHEACTBEHHbIX MOMHENPONATHIA MO
Bua uccneposaHus pe3ynbTaTam MOSHOSK30MHOTO CEKBEHUPOBAHMS
(cocTaB naHenu cm. HUKe)

HanpasutenbHbiit guarHos CeHcopHas HeliponaTtusa

HaTta rotosHocTu ncenepgosaruna | 10.10.2025

PA3LOEJ1 I. UHTEPTPETALIUA NMOJTYYEHHBIX
MOJEKYNAPHO-TEHETUMECKUX AAHHBIX

1.1. OnucaHune BbISIBNEHHbIX AUATHOCTUYECKU 3HAYUMbIX TEHETUYECKMUX BAPUCHTOB
M ACCOLMUPOBAHHBIX C HUMW $EeHOTMMNOB

MNMartoreHHble u BEpPOATHO NATOréHHble BAPUAHTbI:

He obHapykeHo.

BOpVIOHTbI HeonpeneneHHoro KJIMHM4eCcKoro 3Ha4eHus.

He obHapykeHo.

1. 2. 3aknioyeHre nabopaTOPHOro reHeTUKa
Y obcnegyemoro He 06HAPY>KEHO KIMHUYECKU 3HAYMMbIX BAPUAHTOB B UCCNeayeMblx reHax.

BbisiBNEeHHbI reHOTMN He aCCOLIMMPOBAH C HelipofereHepaTUBHbIMUA 30601€BAHUSIMU LIEHTPASbHOM
HepBHOM cuctembl. Puckn HacnepacTBeHHbIx $opm 3a060NEeBAHUS CYLLECTBEHHO CHMXeHbI. [lpu
COXPOHEHUW TUMoTe3bl O HACIIEACTBEHHOW MpuUpoAe KIMHUYECKOro COCTOSIHUS obbem
AanbHeilwero o6cnenoBAHUS AOJIXXEH OMPeAensTbCs  feydlwMMm BPAYOM, COBMECTHO CO
CNEeUMNaTIUCTOM FreHETUKOM.
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OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIIEQOBAHUN

MAHEJIM TEHOB METOJAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

PA3LEN Il. TEXHWYECKUM OTYET
MO PE3YJIbTATAM NMPOBEAEHHOIO UCCJIEONOBAHUA

2.1. CeegeHuna o kauecTBe NPOBEOEHHOrO0 CEKBEHUPOBAHUSA NAHENN FEHOB

NHcTpymeHT NextSeq 550Dx (P3H 2021/13216)
CpenHaa onuHa npoyTeHui 2x151 n.H.

PedepeHcHbIl reHom GRCh38.pik

CpenHee nokpbiThe 100x

PaBHoMepHOCTbL NOKpPbITUA 99%

[onsa yenesbix perMoHoOB ¢ NokpbiTUEM He MeHee 10x 96,7%

2.2. CuHgpombl 1 3ab6oneBaHus, ccrnegyemble B NAHENU

BonesHb LWapko-Mapu-Tyra 1 ee reHokonuu

AARS1, ATP1A1, BAG3, CFAP276, COX6A1, CRYAB, DHTKD1,
DNM2, DYNC1H1, EGR2, FBLN5, FGDUu4, FIG4, GARS1, GDAP1,
GJB1, GNB4, HARS1, HOXD10, HSPB1, HSPB8, IGHMBP2, INF2,
BonesHb LLapko-Mapu-Tyra ITPR3, JAG1, JPH1, KARS1, KIF1B, LITAF, LMNA, LRSAMI,

MARS1, MFN2, MME, MORC2, MPV17, MPZ, MTMR2, NAGLU,
NDRG1, NEFH, NEFL, PDK3, PLEKHG5, PMP2, PMP22, PNKP,
POLR3B, PRPS1, PRX, RAB7A, SBF1, SBF2, SH3TC2, SLC12A6,
SPG11, SURF1, TRIM2, VCP, YARS1

BonesHb [lexepuHa-CotTa EGR2, MPZ, PMP22, PRX
BpoxxpeHHas

rMNoMuenuHU3npyioLwas CNTNAP1, EGR2, MPZ
HeliponaTng

BposkaeHHas kaTtapakTa, n1ueBol CTDP

avcMmopdU3M 1 HeliponaTtus

CuHgpom Koyuoka AIFM1

HOCﬂeﬂCTBeHHOﬂ Heﬁponamq C NpeapacnosioXXeHHOCTbIO K Nnapannyam oT gassieHUs

Heliponatua, peumameupytowas, ¢ PMP22
napanuyamMm oT CAABEHNS

HGCHeHCTBeHHbIe CEeHCOpPHbl€ U ABTOHOMHbIE Heﬁponamu

HGaneJJ,CTBeHHbIe CEHCOpHble ATL1, ATL3, DNMTH, KIF1A

HeliponaTuu

HacnepcteeHHble ceHcopHO- DST, FLVCR1, NGF, PRDM12, RETREG1, SCN11A, SCN9A,
BEreTaTMBHbIE HElMpPOonaATMK SPTLCH, SPTLC2, TECPR2, WNK1

Cungpowm Paitnu-[les (cemeitHas

ELP1
AN3CBTOHOMMUS )

Bpo>ka€HHas HeYYBCTBUTENBHOCTb K

NTRK1
6051 ¢ aHrMApPo3om
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OTYET O NPOBEAEHHOM OUATHOCTUYECKOM NGS-UCCJIENOBAHNUHU

MAHEJIM TEHOB METOOOM NOJIHO3K3OMHOIO CEKBEHMPOBAHUY

NucTtanbHble HOCNEACTBEHHbIE MOTOPHbIE HeiponaTK

BAG3, BSCL2, COQ7, DCTN1, DNAJB2, EMILIN1, FBXO38,
GARS1, HSPB1, HSPB3, HSPB8, IGHMBP2, PLEKHG5, REEP1,
RTN2, SIGMAR1, SLC5A7, SORD, SPTAN1, TRPV4, VRK1, WARST

BonesHb MeHkeca ATP7A

IucTanbHble HacneacTBEHHbIE
MOTOpPHblE HEMpPONATUM

MuacTteHunueckuii cungpom tun 7 SYT2

HeVIpOI'IOTVIVI, CBSI3AHHbIE€ CO CMACTUUYECKOM naponnerueﬁ

AMPD2, AP4B1, AP4E1, AP4M1, AP4S1, AP5Z1, ARL6IP1, ATL1,
ATP13A2, B4GALNT1, BSCL2, Ci19orfi2, CAPNi, CPTIC,
CYP2U1, CYP7B1, DDHD2, ERLIN1, ERLIN2, FA2H, FARS2,
GBA2, GJC2, HPDL, HSPD1, KIF1A, KIF5A, MAG, MARS1,
NIPA1, PLP1, PNPLA6, REEP1, REEP2, RNF170, RTN2, SELENOI,
SLC33A1, SPAST, SPG11, SPTAN1, UCHL1, VPS37A, ZFYVE26

CnacTuueckad napannerna

CuHpgpom Tpotiepa SPART

Cunppom MASA L1ICAM

CewmeiiHas amunonaHasa nonuHetponaTus

HacnencTtBeHHbI1 cemelHbli

APOA1, B2M, FGA, GSN, LYZ, TTR
amMunounpos

HeVIpOI'IOTVIVI, CBA3AHHbIe C MUTOXOHAPUAJIbHbIMU 3abonesaHuamm

HednuunTt MuToxoHAPUANBHOTO

COX10, SCO2, SURFH
komnnekca IV

CuHppom ncToleHns

iy MPV17, POLG, POLG2, RRM2B, SUCLA2, TWNK, TYMP
MutoxoHapuansHoi JHK

CuHpgpom bepa OPA1
CuHgpom Xapena-tOHa ATAD3A
HepoctatouHocTtb

MUWTOXOHOPUANIBHOIO HADHB

TpUdYHKLMOHANbHOro Bernka

HacnepcteBeHHas moTopHoO-

SLC25A46
ceHcopHas HeponaTus, Tmn VIB

HapyleHue 6uoreHesa nepokcucom | PEX7

CunHgpowm lMNeppo 1 TMna HSD17Bk4

Hapylenue metabonuama tnammda | SLC25A19

Heﬁponamu, CBfA3AHHbIe C HacnenCcTtBeHHbIMU ATAKCUAMU

CnuHouepebenngapHble aTakcum COA7, PDYN, SCYL1, SETX, TDP1

Atakcua-teneaHrnakTasums ATM
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OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIIEQOBAHUN

MAHEJIM TEHOB METOJAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

AppeHoneikoguctpodus ABCD1
JlelikoaHuedanonaTtus DARS2
Atakcusa ¢ peduumtom BuTamuHa E TTPA
Atakcusa c anpakcuedt u APTX
runoanbbymmuHemMuei

Cnactunueckas atakcus Lapnesya- SACS
CareHa

CuHgpomanbHbie HeiliponaTum

lMraHTckas akcoHanbHas
HelponaTmsa

DCAF8, GAN

CuHgpowm bpayHa-Buanetto-Bax
Jlape

SLCB2A2, SLC52A3

HEPBHbIX UMIMYJ1bCOB

Cunppowm MNapcoHaxka-TepHepa SEPTING
UepebpoTeHanHanbHbI CYP27A
KCAHTOMATO3

MeTaxpomaTHasa neiikognctpodus ARSA
HeflpOMMOTOHMq M OKCOHANbHASA HINT
HeliponaTus

I'Iepwd)epwqecmzq HerponaTus MCM3AP
(nepuogunueckuii napanuy)

3amMeanieHHAsi CKOPOCTb MPOBEAEeHNS ARHGEE10

MeTtabonuueckue HacneacTBeHHbIEe HeliponaTum

Mopdupunm CPOX, HMBS, PPOX
BonesHb Kpabbe GALC
Cunppowm becceHa-KopHugeiira

MTTP
(abeTanunonporenHemus)
MoTopHo-ceHcopHas HelponaTus

HK1
Tuna Pycce
Heitponartua ®uckepctpanna ABHD12
BonesHb Pepcyma PHYH
Cwunpgpom RENI SGPL1

MonHbi andaBuTHbIN cnvcok nccnegyembix reHos (187 w):

AARS1, ABCD1, ABHD12, AIFM1, AMPD2, AP4B1, AP4E1, APuM1, AP4S1, AP5Z1, APOA1, APTX,
ARHGEF10, ARL6IP1, ARSA, ATAD3A, ATL1, ATL3, ATM, ATP13A2, ATP1A1, ATP7A, B2M,
B4GALNT1, BAG3, BSCL2, C19orfi2, CAPN1, CFAP276, CNTNAP1, COA7, COQ7, COX10,
COX6A1, CPOX, CPT1C, CRYAB, CTDP1, CYP27A1, CYP2U1, CYP7B1, DARS2, DCAF8, DCTNA1,

OADADADDADADADDADDC -7




OTYET O NPOBEAEHHOM OUATHOCTUYECKOM NGS-UCCJIENOBAHNUHU

MAHEJIM TEHOB METOOOM NOJIHO3K3OMHOIO CEKBEHMPOBAHUY

DDHD2, DHTKD1, DNAJB2, DNM2, DNMT1, DST, DYNC1H1, EGR2, ELP1, EMILIN1, ERLINT1,
ERLIN2, FA2H, FARS2, FBLN5S, FBXO38, FGA, FGD4, FIG4, FLVCR1, GALC, GAN, GARS1, GBA2,
GDAP1, GJB1, GJC2, GNB4, GSN, HADHB, HARS1, HINT1, HK1, HMBS, HOXD10, HPDL,
HSD17B4, HSPB1, HSPB3, HSPB8, HSPD1, IGHMBP2, INF2, ITPR3, JAG1, JPH1, KARS1, KIF1A,
KIF1B, KIF5A, L1CAM, LITAF, LMNA, LRSAM1, LYZ, MAG, MARS1, MCM3AP, MFN2, MME,
MORC2, MPV17, MPZ, MTMR2, MTTP, NAGLU, NDRG1, NEFH, NEFL, NGF, NIPA1, NTRK1, OPA1,
PDK3, PDYN, PEX7, PHYH, PLEKHGS5, PLP1, PMP2, PMP22, PNKP, PNPLA6, POLG, POLG2,
POLR3B, PPOX, PRDM12, PRPS1, PRX, RAB7A, REEP1, REEP2, RETREG1, RNF170, RRM2B, RTN2,
SACS, SBF1, SBF2, SCN11A, SCN9A, SCO2, SCYL1, SELENOI, SEPTIN9, SETX, SGPL1, SH3TC2,
SIGMAR1, SLC12A6, SLC25A19, SLC25A46, SLC33A1, SLC52A2, SLC52A3, SLC5A7, SORD,
SPART, SPAST, SPG11, SPTAN1, SPTLC1, SPTLC2, SUCLA2, SURF1, SYT2, TDP1, TECPR2, TRIM2,
TRPVY, TTPA, TTR, TWNK, TYMP, UCHL1, VCP, VPS37A, VRK1, WARS1, WNK1, YARS1, ZFYVE26.

2.3. Cneunduueckne oUArHOCTUYECKUE OFPAHUYEHNSA UCNONb3YEMOW NAHeNm

B naHenb BknioueHbl psf reHoB, MMEIOLWMX CEerMEHTAPHbIe AYMAUKALWK, PEFUOHbI C BbICOKOWM
romonoruneii wunu ncesporeHbl. WccneposaHune paHHbiX reHoB Metopgom NGS  kopoTkux
npouteHniti (300 ¥ MeHee nNApP HYKNEOTMAOB) MOXET MPUBOAWTb K  MOMYUYEHUIO
NO>XHOMOMOXMUTENbHbIX /UMK NOXHOOTPULIATENbHBIX PE3YNbTATOB. DTO AOMXKHO YUUTbIBATHCS
npu MHTepnpeTaunn AaHHbIX. X nepeyeHb npuBeaeH HUXe:

leH ®eHoTun
ABCD1 AppeHoneikoguctpodusa
AP4S1 CnacTtuueckag napannerus
ATAD3A Cunpgpom Xapena-tOHa
COX10 Heduumt mutoxoHgpuanbHoro komnnekca IV
GALC BonesHb Kpabbe
HSPD1 CnacTtuueckaa napannerus
NEFH BbonesHb Lapko-Mapu-Tyta
PRPS1 BonezHb Wapko-Mapu-Tyra
SLC33A1 CnacTtuuyeckasa napannervs
SPTLCH HacnepncteeHHble ceHCOpPHO-BEreTATUBHbIE HEMPONATUM

Tak>xe BaxHo OTMEeTUTb, YTO MeTo[q NGS-CeKBeHMpOBGHMﬂ C HOMBONbLLEN TOUHOCTLIO BbiIIBNAET
HYKNeoTUAHbIX 3AMEHbl U KOPOTKKNe BCTGBKM/ﬂeﬂeLWIM, B TO BpeM4d KAK B nccrnegyembixX reHax
Moryr O6HOpg)KVIBCITbCF| apyrue Tunbl NATOreHHbIX BAPUAHTOB — KpynHble aeneunn, SKCnaHCcum
MNOBTOPOB, MO3AUUN3M UINN XPOMOCOMHbIE I'IepeCTpOﬁKVI. B TG6J'IML|,e HUXe npencTtaBrieHbl
HO30/10r'Mn, KOTOopble MOryt I'IOTpe6OBCITb nPpuMeHeHna danbTepHATUBHbLIX MOJNEKYIApHO-
reHeTn4eCknx MeTogoB npu oTpnuatesibHOM pe3ynbtaTe NGS-MCCJ‘IeﬂOBGHMﬂI

3aboneeaxue / nokyc Tun BapuaHTa

bonesHb Wapko-Mapu-Tyra 1A Tuna, gynnukaums rena PMP22 KpynHas nepectpoliika

HGCJ'Ie.EI,CTBeHHGﬂ HeVIpOI'IGTVIﬂ C NOABEP>XEHHOCTbIO K napannyy ot

K MK
cOoaBneHusa, aeneuuma reHa PMP22 pYrnHas nepecTpomka

OKkcnaHcHMoHHbIe dopMbl cnHouepebennapHbix atakcuii - SCAT, 2, 3, 6, 7,

8,10, 12,17, 278, 31, 36, 37 Tunos SKenaHens nosTopos

ADADADADADANDADADANNDC -7




OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIIEQOBAHUN

MAHEJIM TEHOB METOJAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

Atakcua ®@pugpetixa, reH FXN OKcnaHcKUs NoBTOPOB

CuvHOpOM MO33EeUYKOBOM ATAKCUW, HEMPONATUK U BECTUOYNAPHOIA

apednexcum (CANVAS), ren RFC Gkenarcus nosTopos

BonesHb KeHHeamn, ren AR OKcnaHcHg NoBTOPOB
X-cneunnerHas Wapko-Mapu-Tyra Heliponatua 3 Tuna (nepectpoiika XpomocomHas
89g24.3 / Xg27.1) nepecTponka

IucTanbHas HacneQcTBEHHAS MOTOPHASA HeliponaTUsl, AYTOCOMHO-

OOMUHAHTHAA TUnN 1, nHcepumsa 7q34+-g36.2 KpynHasa nepectpoiika

BonesHb Kpabbe, neneuna GALC KpynHasa nepectpoiika
BonesHb HelipoHanbHbIx BHYTpUsaaepHbix BkntoueHuit, reH NOTCH2NLC OKcnaHcKUs NOBTOPOB
HellponaTtuu, accoumMmpoBaHHbIE C MUTOXOHAPUANbHBIMU FEHAMU MuTtoxongpuansHasa JHK

2.4. Obwme guarHoctuueckune orpaHndyeHna NGS-metoga

leTekumnsa reHeTUUECKUX BAPUAHTOB MPOU3BOAUIIACHL TOMbKO B MPeAenax TAPreTHbIX PerMoHoB
(mmarHocTtuueckoit nadenu). Metog He Mo3BONgEeT BbIABAATb WMHCEPUWMU WM Oeneuun OAMHOM
6onee 10 n.H., BOPUOHTbI B MHTPOHHbIX 06NACTAX (30 UCKIIOYEHUEM KOHOHWYECKWUX CAMTOB
cnnaiicuHra +/-10  Hykneotupos), Bapuauun uucna konuii (CNV), Bapuaumn  gnuHbl
NOBTOPOB (B TOM 4UWCrie OKCMAHCUU TPUMETOB), A TAKXEe MYTALUMU B FeHOX, Y KOTOPbIX B
reHome cyliectByetr 6nmM3kuii No nocnegoBATenbHOCcTM napanor (nceeporeH). Metop He
npepHA3HAYeH AN onpefeneHus UMc-, TPAHCMOJMIOXEHUS MAP FeTepPO3UroTHbIX MYyTauuii, a
TOKXE A9 OUEHKM YPOBHS METUSIMPOBCHUS, BbISIBIEHUS XPOMOCOMHbIX MNepecTpoek,
MONUMNIOMANK, BbIIBNEHUS BAPUOHTOB B COCTOSIHUM Mo3auuu3mad. B 3aknioueHune BkOYEHbI
TONbKO BOPUAHTbI, WMMEIOLWMNE BO3MOXHOE OTHOLWEHWE K KJIMHUYECKUM MPOSIBAEHUAM Y
nauueHta. B 3akniouyeHnn He npepcTaBieHbl BAPUAHTbI HESICHOW KJIMHWMYECKOW 3HAYMMOCTHM
ANS FeHOB C PELEeCCUMBHbIM MOTTEPHOM HOCIEAOBAHWUS — UX CMAUCOK MoXeT 6biTb
npepocTaBneH no 3anpocy. PesynbTaTthl nccnepoBaHus mMoryt notpeboBaTtbh BepuPUKALMM
QNbTEPHATUBHBIMU METOAAMMU U KITMHUYECKOTrO COMOCTABIIEHUS.

2.5. OnncaHne meToaa CEKBEHUPOBAHUA U BUOMHGOPMATUUYECKOTO AHAN3A

Ananuz JHK nauuveHTa npoeeneH Ha cekBeHaTope HoBoro nokonenusa NextSeq 550Dx, lllumina
(P3H 2021/13216) meTogom MapHO-KOHUEBbIX npouteHuit (2x151 n.H.) co cpegHUM MoKpbITUEM
He meHee 30x. [Ina npobonogroToBkn 6blNA UCMONB3OBAHA METOAUKA CENeKTUBHOro 3axBATA
koaupytowmx ydactko [JHK (ak3oma). KauyecTBo nonyueHHbIX NpouYTEHUIT OLEHWBOMOCH C
nomoubio FastQC. TpuMmmuHr 1 $unbTpaLMa NpouTeHU ocylecTBNanucb ¢ nomolybto fastp.
Bbino npoBeaeHo BbIPABHUBAHWE HA pedepeHCHYI MOCNefoBATENbHOCTb FEHOMA 4YenoBeka
Bepcun GRCh38.p1t ¢ nomowbio BWA, mapkupoBaHMe AynnvkaToB M OLEHKA KA4YecTBA
BbIPOBHMBAHWUA  ocyllecTBnanocb ¢ nomowbio Picard u  Mosdepth. O6HapyxxeHue
MOHOHYKNEOTUAHbIX ~ BAPUAHTOB, KOPOTKMX BCTOBOK W  fAeneuuii  BbIMOMHANOCH C
ncnonb3zoBaHnem anroputmoB DeepVariant un HaplotypeCaller. AHHOTOUMS HaWAEHHbIX
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BAPUAHTOB ocylectenanacbk ¢ nomouwbio OpenCravat n Ensembl Variant Effect Predictor no
BCEM M3BECTHbIM TPAHCKPUMTAM KaXporo reHa u3 6asbl RefSeq, ang onucanua BapuaHTOB
ucnonb3oBanacb HomeHknatypa HGVS. [na oueHkM nATOreHHOCTU BAPUAHTOB 6binu
ucnonb3oBaHbl kputepun ACMG, B Tom uncne reH-cneunduueckme pekomeHgauuun. B kauectee
nonynsaunoHHon 6a3bl AdHHbIX ucnonb3oBanca gnomAD vi.1.0, gona npenckasaHusa addekTa
BAPUAHTOB Mcnonb3oBanucb WMHcTpymeHTbl AlphaMissense, PROVEAN, CADD, SpliceAl wu
apyrue. Tun HacnepoBAHMSA BAPUAHTA M ACCOLMUPOBAHHbIE $eHOTUMbI BbiNM AAHBI C MOMOLLbIO
6a3bl gaHHbix OMIM, ClinGen, LOVD, ClinVar, HGMD u gaHHble Hay4HbIx nybnvkayuii.
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