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3aKkjIl09eHHue
[0 pe3y/JIbTaTaM CKPHHHHIA Ha 9aCTO BCTPEYaIOIIHeCsi MyTalliH HaC/Ie[ICTBeHHBIX 3a00/1eBaHHH

Manuwenr: [Tara 3a6opa maTepnana: 19.12.2024
dara poxaeHus: Jara nocTynieHusi MaTepHasa B 1aboparopuio: 20.12.2024 18:40:00
Buj 6uomarepuana: Kposs EDTA Idara roroBHOCTH aHamu3a: 05.01.2025

Homep uccnenosanus: 251775
Homep 3aka3za: 179276

Uccnepyemslit BapuaHT | Fen | PesynesTar
JNeiikoaHuedanonaTus ¢ BOBSIEYEHUEM CTBOJIA MOJIOBHOMO MO3ra U CIMHHOMO MO3ra U NOBbILLEHUEM
KOHLeHTpauuu nakrarta
chr1:173831632T>C (rs142433332) |DARS2 |He o6HapyxeH
CuHapom Ywepa, Tun 2a
chr1:215728232C>T (rs111033364) |USH2A |He o6HapyxeH
MMMyHOKOCTHaa aucnnasusa Lumke
chr2:216478216G>T (rs119473033) |[SMARCAL1 |He obHapyxeH
Mykononucaxapunos, tun |
chr4:987858C>T (rs121965020) [IDUA |He o6HapyseH
OunacTtpoduyeckas gucnnasus
chr5:149980428C>T (rs104893915) |SLC26A2 |He 0b6HapyxeH
MoNNKNCTO3 NOYEK C NONIMKUCTO30M neyveHu unu 6e3 Hero, Tun 4
chr6:52024940G>A (rs200391019) PKHD1 He obHapy>XeH
chr6:52083201G>A (rs137852944) PKHD1 He obHapy»xeH
TyroyxocTb
chr7:107675051T>C (rs80338848) SLC26A4 |He obHapyxeH
MykoBucunaos
chr7:117530899G>A,T (rs121908751) CFTR He obHapy>XeH
chr7:117559590A>A (rs113993960) CFTR He obHapyxeH
chr7:117559612A>A (rs121908776) CFTR He obHapy>XeH
chr7:117592177A>A (rs121908812) CFTR He obHapyxeH
chr7:117642566G>A (rs77010898) CFTR He obHapy»xeH
chr7:117652877C>G (rs80034486) CFTR He obHapy»xeH
ManakTto3semus
chr9:34648170A>G (rs75391579) GALT He obHapy»xeH
chr9:34649032G>T (rs111033773) GALT He obHapy>xeH
Bpo)xaeHHas HenepeHoCuMoCcTb (PPYKTO3bI
chr9:101427574C>G (rs1800546) |ALDOB |He obHapyxeH
HenpoHanbHbIN LEeponaHbIN NMNOdYCLUNHO3
chr11:6617040G>A (rs119455955) TPP1 He obHapy>xeH
chr11:6617154C>G,A,T (rs56144125) TPP1 He obHapy>XeH
CuHgpom Cmuta-Jlemnn-Onuua
chr11:71441401C>T (rs11555217) |DHCR7 |He obHapyxeH
DeHUNKeToOHYpuUs
chr12:102840493G>A (rs5030858) PAH He obHapyXeH
chr12:102840507G>A (rs5030857) PAH He obHapyXeH
TyroyxocTb
chrl13:20189313A>G (rs80338945) G)B2 He obHapy»xeH
chr13:20189346A>A (rs80338943) G)B2 He obHapy>XeH




Uccnepyembin BapuaHT Flen PesynbTaTr
chr13:20189414C>C (rs80338942) G)B2 He obHapy>XeH
chrl3:20189473C>T (rs72474224) G)B2 He obHapyXeH
chr13:20189546A>A (rs80338939) GJB2 He obHapyxeH

Bone3Hb BunbcoHa
chr13:51944145G>T (rs76151636) |ATP7B |He o6HapyxeH
bone3Hb Tes-Cakca
chr15:72350518C>G,T (rs121907954) [HEXA |He o6HapyxeH
BpoxxaeHHoe HapyLleHne rnmko3nampoBaHus, Tun la
chr16:8811153G>A (rs28936415) [PMM2 |He o6HapyxeH

CMH.ﬂpOM MHOXXEeCTBEHHbIX BPOXAEHHbIX aHomanuﬁ, rmnNoToHUM 1 cygopor, Tun |
chr18:62106985C>T,G (rs376355678) [PIGN |He o6HapyxeH

3AKJIOYEHUE

HocuTenbCTBO MCCNeayeMbix BapuaHTOB He obHapyXeHo. PUck poxaeHus pebeHka C ayTOCOMHO-
peueccuBHbIMM 3a60/1eBaHUAMU, MPUYNHON KOTOPbLIX MOryT ObITh UCCNedyeMble MyTauuun, HU3KUN.
B TO e BpeMs, UccieoBaHNe He NCKI0HYaeT BCeX BO3MOXKHbIX FreHeTUYEeCKMUX HapyLlleHun kak y obcneayemoro,
Tak u y 6yaywero pebeHka, B ToM yucne apyrux, 6onee peakux MyTauumin B reHax, CBA3aHHbIX C
HacneacTeeHHbIMU 3ab6onesaHnaAMMN.

Bpay-reHeTuk,
Kuesckas Onus KupnnnosHa




