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3ak/noueHne
110 pesyabTaTam Tecta « HUIIT pacuiupennas nanein»
IMapueHt i HoMep 3aka3za:
JaTta poxaeHus: Homep ucciienoBanus:
Hou:)XKenckun Jlara 3a6opa MaTepuaJjia:
Cpox GepemenHocTH (Henean):17 JlaTa mocTynjieHus MaTepuaia B Jiabopatopuio:

Bun 6uomarepuaia:kposs STRECK
JaTa roroBHOCTH HCCJIEOBAHUSA:

PE3YJIBTATBI HCCJAE/IOBAHUSA
®paknus perannuoin JIHK:6.263% Puck nuskni
Ios nnoga:Myskckoi
HMcenenyemast xpomocoma BLIYMMC/IEHHBIA PHCK IO Pe3yNsTaTaM KomMeHTapuii

Na0opaTOPHOro HCCIeA0BAHUSA

Tpucomus 21 (Cunapom Jayna) <1/10000 (<0.01%) PuCK HU3KUH
Tpucomus 18 (Cunapom Dasapaca) <1/10000(<0.01%) Prck nuskuit
Tpucomus 13 (Cuuapom Ilaray) <1/10000 (<0.01%) PHCK HU3KUHI
Aduncomns Y (Cunapowm Slko6c) <1/10000 (<0.01%) Puck Hu3KuM
Aucomusa X (Cungpom Knaiitndeanrepa) <1/10000 (<0.01%) PHCK HU3KUI
Cunapom JIn/Uxopaxu Miukpojeneuus H¢ BRIIBIeHA Puck Hu3kui
CungpoM kolayubero KpHKa Mukpozeieuns He BhlsiBiIeHa Puck HU3KUMH
Mukpojeienus 1p36 Mukpoeeuns He BhigBIIEeHa Puck HU3KHi
CuHaApoM AHreJbMaHa Mukposaeelns He BbigBIeHA Puck HU3KUNI
Cungpowm Ilpagepa-Buaiau MUKpOJIEIEIHs HE BRISBIICHA Puck HU3KHH
Cungpom Boubda-Xupiixopua MHKpOenelisa He BhlABlIeHa PrcK HU3KWH

3axmouenue:llo pesynsratam uccnenosamns JJHK nuoga, BblienenHOM M3 KPOBM MaTepu, YCTAHOBJICH HHU3KHUM PUCK
poxaenus pebenka ¢ Tpucomued 21, 18, 13 XpoMOCOMBI, aHeyIIOWIMEN TMOJOBBIX XPOMOCOM, a TaKXe C
MHUKPOJENELIMOHHBIMHE CHHAPOMaMH, YKa3aHHBIMH B TaOulle.

E‘a;m puck (T13, T18, T21, M/T)

| 3 " Hu3kuw puck BuICOKHA PHCK

1/10 000 1/500 1/100 10/100 >99/100
(0,01%) (0,2%) (1%) (10%) (>99%)

Baxcnan undopmanus: Hu oaHO M3 CYLIECTBYIIUMX HCCIIEN0BaHHM He MOXET rapaHTMpOBAaTh OTCYTCTBHA Yy Oymyiuero pe6erika
Jo0bIX | OTKAOHEHUH. HenHBa3MBHBIA INpeHaTalbHBI CKPHHMHI SBISETCS CKPMHMHIOBBIM  METOJOM, OCHOBAHHOM HA aHaiu3e
ceoGoanouupkynupyromedi JJHK nmoga. Hennpasusublil npeHaTanbHbIM CKPUHUHI BBIABAET PUCK TONBKO TpHcomuu 21, 18 u 13
XPOMOCOM, HHCIIOBBIX aHOMAIIMH I0JIOBBIX XpOMOCOM, a Takxe cuHapomos Jlu JDxopmxku, Aurensmana, Ilpanepa-Bunnm, Boisda-
XHpIUXOpHa, KOlaybero KpHka, MuKpogeneuus 1p36. C ero moMolibl0 HENb3s BBIABUTh BCE FEHETHUYECKHE WM HETEHETHMECKHUE
npobneMsl, KOTopsle MOTYT ObITh y Gyayniero peGenxa. Jlaxe ecnu pesy/isTaThl TecTa OTpHLATENLHbIE HEBO3MOXHO MONHOCTBIO
HCKIIIOYHTE BCe TOTEHIMalbHbIE NpobieMbl, cBi3anHble ¢ 21, 18, 13 ¥ MOTOBRIMH XPOMOCOMAaMHM, HAMPHMEP, MHUKPOACHCLIAH UIH
MUKPOUYIUIMKALMKY HeBOobLINX YYaCTKOE 3THX XPOMOCOM. METOIMKA MCCIIEJOBAHMS HE TO3BOJIMET MCKIIOYMTL MO3RUUU3M Y MII0Aa
W/HIM TALEHTapHBIN MO3aHLH3M MO0 3TMM XpoMocoMaM. IS NpaBuiIBHOM MHTEPNpPETALMH. PE3YNTATOB HCCIENOBAHHUS, TOIy4HTE
JOTIONHATENBHYIO KOHCYJIBTALIMIO CTIELHATIUCTA,

Bpau-reneruk
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JakiIueHHe
IO pe3yjabTaTaM CKPHHHHIA Ha JacTo BCTpeYalolliHecsl MyTallid HacleJCTBEHHBIX 3a001eBaHui

IHanueHT: ara 3a0opa MaTepHaa:
[Jara poXIeHH:A: Tlon: XKenckui Hara MOCTYIUIeHHUsI MATepHasla B 1afopaTopHIo:
Bug 6momarepuana: Kpors EDTA Hdarta TOTOEHOCTH aHA/IH3a:

HomMep nccneqosanus:
HomMep 3aka3za:

Uccnepyemblid BapuaHT ] leH | PesynbTar
BpokaeHHast HenepeHoCMMOCThL (PPYKTO3bI
chr9:104189856C>G (rs1800546) |aLDOB |He o6Hapyxen
bonesHb BunbcoHa
chrl3:52518281G>T (rs76151636) |ATP7B [He 06HapyxeH
MykoBuCcLUNA03
chr7:117170953G>A.T (rs121908751) CFTR He obHapyxeH
chr7:117199644ATCT>A (rs113993960) CFTR He obHapyxeH
chr7:117199666AATATAG=>AATAG (rs121908776) CFTR He obHapy>xeH
chr7:117232231ATTA>ATA (rs121908812) CFTR He oBHapy»xxeH
chr7:117280015C>T (rs75039782) CFTR He obHapy»xeH
chr7:117282620G>A (rs77010898) CFTR He oBHapy>xeH
chr7:117292931C>G (rs80034486) CFTR He obHapyKeH

JlenkosHuedanonaTna ¢ BOB/IeYEHNEM CTBOJ1a FOJIOBHOMO MO3ra U CMMHHOIO MO3ra U NoBbILLEHNEM
KOHUEHTpPauun nakTtaTta

chr1:173800770T>C (rs142433332) [DARS2 [He oBHapysxeH
CunapomM CmuTta-Jleman-Onuua
chr11:71152447C>T (rs11555217) |DHCR7 IHe obHapy>XeH
anakTosemMmnsa
chr9:34648167A>G (rs75391579) GALT He obHapyxeH
chr9:34649029G>T (rs111033773) GALT He obHapy>xxeH
TyroyxocTb
chrl13:20763452A>G (rs80338945) GJB2 He obHapy>xeH
chr13:20763485AGGGC>AGGC (rs80338943) GJB2 He obHapy»xeR
chrl3:20763553CA>C (rs80338942) G]B2 He obHapy>XeH
chrl3:20763612C>T (rs72474224) GJB2 He obHapy>keH
chr13:20763685ACCCCCCA>ACCCCCA,ACCCCCCC (rs80338939) GJB2 He obHapy>eH
BonesHb Tega-Cakca
chrl5:72642859C>G,T (rs121907954) |HEXA |He obHapy>xeH
Mykononncaxapwaos, Tun |
chr4:981646C>T (rs121965020) [IDUA |He o6Hapysxer
PeHNNKeToOHYpMA
chr12:103234271G>A (rs5030858) PAH He obHapyxeH
chr12:103234285G>A (rs5030857) PAH He obHapy»xeH
CVIHAPOM MHOXXECTBEHHbIX BPOXKAEHHbIX aHOMaNNi, TMNOTOHUW U Cy [opor, Tur |
chr18:59774218C>T,G (rs376355678) PIGN He obHapy>xeH
MoAnKNCTO3 NO4EK C MOJNKWUCTO30M neveHn nam 6es Hero, Tun 4
chr6:51889738G>A (rs200391019) PKHD1 He obHapy>XeH
chr6:51947999G=>A (rs137852944) PKHD1 He obHapy»xeH

BpoXXAEHHOe HapylleHue rnKosnaImposaHus, Tun la
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