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3aKIo4YeHHue
[0 pe3yabTaTaM CKPHHHHIA HAa 9aCTO BCTPedYaloIIiHeCsi MyTallHH HaC/Ie[JCTBeHHbIX 3a00/IeBaHHH

IManuent: Jara 3a6opa marepuaa:
Jara poxneHusi: IMon: XKeHckui Jara nocTymieHus MaTepHasa B 1abopaTopHIo:
Bup 6uomarepuana: Kposs EDTA Jara roroBHOCTH aHanmu3a: 03.02.2026

Homep uccnenoBaHusi:
Homep 3aka3sa:

Uccnenyemelit BapuMaHT | Fen [ PesyneTat

JlenkosHuedanonaTua ¢ BOBAEYEHMEM CTBOJIA MOJIOBHOMO MO3ra U CMMHHOMO MO3ra 1 NOBbLILLEHUEM
KOHLEHTpauuu nakrTaTta

chrl:173831632T>C (rs142433332) |DAR52 IHe obHapyxeH
CunHgpom Ywepa, Tun 2a
chr1:215728232C>T (rs111033364) [USH2A [He o6HapyxeH
HenpoHanbHbI LeponaHbI AMNOopyCLUNHO3
chr11:6617040G>A (rs119455955) TPP1 He obHapy>xeH
chr11:6617154C>G (rs56144125) TPP1 He obHapy>xeH
chr11:6617154C>T (rs56144125) TPP1 He obHapy>xeH
chr11:6617154C>A (rs56144125) TPP1 He obHapy>xeH
CuHgpom Cmuta-Jlemnn-Onuua
chr11:71441401C>T (rs11555217) [DHCR7 |He obHapyxeH
DeHnNKeToHypus
chr12:102840493G>A (rs5030858) PAH He obHapy>xeH
chr12:102840507G>A (rs5030857) PAH He obHapy>xeH
TyroyxocTb
chrl3:20189313A>G (rs80338945) GJB2 He obHapy>xeH
chr13:20189346AG>A (rs80338943) GJB2 He obHapy>xeH
chr13:20189414CA>C (rs80338942) G)B2 He obHapy>xeH
chrl3:20189473C>T (rs72474224) G)B2 He obHapy>xeH
chr13:20189546AC>A (rs80338939) G)B2 He obHapy>xeH
bonesHb BunbcoHa
chr13:51944145G>T (rs76151636) [aTP7B |He obHapyxeH
BonesHb Tes-Cakca
chr15:72350518C>T (rs121907954) [HEXA |He obHapyxeH
BpoxxaeHHoe HapyLlieHue ramkosnamposaHus, Tun la
chr16:8811153G>A (rs28936415) [PMM2 [He obHapyxeH
CUHAPOM MHOXECTBEHHbIX BPOXAEHHbIX aHOManumn, rmnoToHUn u cygopor, Tvn |
chr18:62106985C>G (rs376355678) |PIGN IHe obHapy»xeH
MmMyHOKOCTHasa gucnnasusa Lumke
chr2:216478216G>T (rs119473033) [SMARCAL1 |He obHapyxeH
Mykononucaxapwugos, Tun |
chr4:987858C>T (rs121965020) [IDUA |He obHapyxeH
OunacTtpoduyeckas aucnnasmsa
chr5:149980428C>T (rs104893915) |SLC26A2 |He obHapyxeH
MoNVMKNCTO3 NoYek C NONMKUCTO30M neveHn unu 6e3 Hero, Tun 4
chr6:52024940G>A (rs200391019) PKHD1 He obHapy>xeH
chr6:52083201G>A (rs137852944) PKHD1 He obHapy>xeH

TyroyxocTb




Uccnepyembin BapuaHT Fen PesynbTaTr
chr7:107675051T>C (rs80338848) SLC26A4 He obHapy>xeH
MykoBucumnaos
chr7:117530899G>A (rs121908751) CFTR He obHapy>xeH
chr7:117530899G>T (rs121908751) CFTR He obHapy>xeH
chr7:117559590ATCT>A (rs113993960) CFTR He obHapy>xeH
chr7:117559612AAT>A (rs121908776) CFTR He obHapy>xeH
chr7:117592177AT>A (rs121908812) CFTR He obHapy>xeH
chr7:117639961C>T (rs75039782) CFTR He obHapy>xeH
chr7:117642566G>A (rs77010898) CFTR He obHapy>xeH
chr7:117652877C>G (rs80034486) CFTR He obHapy>xeH
[anakTo3semus
chr9:34648170A>G (rs75391579) GALT He obHapy>xeH
chr9:34649032G>T (rs111033773) GALT He obHapy»xeH

Bpo)xaeHHas HenepeHoCMMOoCTb (hPyKTO3bI

chr9:101427574C>G (rs1800546)

[ALDOB

[He o6HapyxeH

HocuTenbCcTBO McCneayeMbix BapuaHTOB He O06HapyXeHo. PUck poxaeHus pebeHKa C ayTOCOMHO-

3AKJTKOHEHUE

peueccnBHbIMM 3aboneBaHNAMU, NPUYNHON KOTOPbLIX MOryT ObiITb nccnegyemble MyTauuun, HU3KWUA.

B TO )Xe BpeMms, NccieaoBaHne He UCKYaeT BCEX BO3MOXKHbIX MEHETUYECKUX HapyLIeHui Kak y obcneayemoro,
Tak n y byayuwero pebeHka, B TOM yucne apyrux, 6onee pegkmx MyTauumm B reHax, CBA3aHHbIX C

HacneacTBeHHbIMKU 3aboneBaHnaMN.

Bpay-nabopaTopHbI reHeTukK,
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3aknoyeHue
no pe3yinbsTaraMm Tecta «HUIIT paciuupenHasi maHesIb»

MManmueHT: ) Homep 3aka3a:

[JaTa poxpaeHus: Homep HcCcegoBaHHus:

omn: XKeHcKu# [ara 3a6opa MaTepHana:

Cpok OepeMeHHOCTH (HeJelIb): [aTa mocTymwieHHs1 MaTepHaia B 1abopaTopHIO:
Bup 6momarepunana: kposs STRECK [JaTa roTOBHOCTH HCC/Ie[JOBaHHS:

PE3VJIBTATBI HCCIIENOBAHUA

®paknus ¢peransaon THK: 7.939% .

l'lgnl::jlong:) XKeHckui 8 PUCK HA3KMH

HUccnepyemass xpomocoMa BEIHCHEHNLIN PHCK 0 PESyNETATAM KoMMeHTapu#

71a00paTOPHOro HCCIeIOBAHUS

Tpucomus 21 (Cuaapom [layHa) <1/10000 (<0.01%) PucCK HU3KHUHI
Tpucomus 18 (Cuaapom 3aBapaca) <1/10000 (<0.01%) Puck HU3KUU
Tpucomus 13 (Curagpom IlaTay) <1/10000 (<0.01%) Puck HU3KUI
Tpucomus X (Cuagpom XXX) <1/10000 (<0.01%) Puck HU3KHUHI
Monocomus X (Cuaagpom Tepuepa) <1/10000 (<0.01%) Puck HU3KUU
CunapoMm [Iu [IKopaxu Muxkpopenenus He BEIIBIIEHa PucK HU3KHUHI
CunapoMm mukpopaenenuu 1p36 Muxkpopenenus He BEIIBIIEHa Puck HU3KUU
CHHIpPOM KoIaybero KpukKa Muxkpopenenus He BEIIBIIEHa Puck HU3KUU
CunpoMm AHreabMaHa Mukpopenenus He BhIsSIBIIeHa Puck HU3KUI
CunpnpomMm Ilpanepa-Buuin Muxkpopenenus He BeISIBIIEHa Puck HU3KUK
Cunnpom Bonbda-Xupmxopaa Muxkpopenenus: He BEISIBIIEHa Puck HU3KUU

3aknwouenue: [lo pesynbraTaM uccienoBaHus cBobonHo-nupkynupylomen [JHK mmona, BEIeIeHHON U3 KPOBU MaTEpPH, PUCK
poxneHus pebeHka ¢ Tpucomuein 21, 18, 13 XxpoMocoM, a TakXe C aHEYIJIOUAUSIMHU ITOJIOBEIX XPOMOCOM M MUKDPOJEJIEIIHOHHBIMU
cuHapoMamu cocrasnsieT MeHee 0,01%

Baxnasi uHpopManus: Hu oHO U3 CyIECTBYIOMUX UCCIEIOBAHUN He MOXKET rapaHTUPOBaTh OTCYTCTBHE Y Oyaymero pebeHka
JIOOBIX OTKJIOHEHU#. HeMHBa3UBHEIM TPEHATAIbHEIA TECT SIBNSETCS CKPUHUHTOBRIM METOZIOM, OCHOBAaHHEIM Ha aHaJlu3e CBOOOMIHO-
mupkynupywomein [THK nnona.

HeuHBa3uBHEIN NpeHATaIbHBIM CKPUHUHT BHISIBIISIET PUCK TOJIBKO TpUucoMuu 21, 18 u 13 XxpoMoCOM, YUCIIOBEIX aHOMAJIUYU MOJIOBBIX
XpOMOCOM, a Takxe cHHApoMmoB [Iu [IxXopaxu, AHrensMmaHa, [Ipamepa-Bunnu, Bonbda-XupmxopHa, Kollaybero KpHKa,
Mukponenenus 1p36. C ero moMouipio Henb3sl BHIIBUTH BCe T€HETHYECKHE WIIM HereHeTHYecKHe NMpoOJIeMBl, KOTOPhe MOTYT
BO3HUKHYTH y Oyaymero peberka. [laxxe eclu pe3yJbTaThl TeCTa OTPULIATENIbHbEIE HEBO3MOXKHO NOJHOCTBHI0 MCKIIIOUYUTH BCE
NMOoTeHIHanbHbe npobneMsl, cBa3aHHBeEe ¢ 21, 18, 13 ¥ NmONOBEIMH XPOMOCOMAaMH, HallpUMep, MHKDPOJENELNHU HIIH
MHUKDOAYIUTHKAIMY HeOONbIINX y4aCTKOB 3TUX XPOMOCOM.

MeTonuKa UCCNeIOBaHUS TaKXe He MO3BOJsSET UCKIIYUTh MO3auIU3M Y IJIOAa U/UNYU IUlalleHTapHBIH MO3aulUu3M 10 3TUM
XpoMocoMaM. PekoMeHiyeTcs KOHCYJIbTalusl Bpaya-TeHeTHKA ISl PellleHUsT BOIIpoca 0 He0OXOIUMOCTH NOATBEPXKAEHUS JUarHo3a
MeTO[I0M UHBA3UBHOM NpeHaTabHOU AUarHOCTUKH.

l/lccneuonauue BBINNOJIHSAEGTCS Ha BHCOKOHpOH:ﬁBOnHTeHbHOfl CHCTeMe [IJIsi CEKBEHHPOBaHHUsI HYK/JIEHHOBBIX KHCJIOT
I'enockan 4000.
PezucmpauuoHHbll Homep pedepavHol cayxicbvl no Had3opy 8 ciepe 30pasooxpaHenus: P3H 2025/24616.

Bpau-reseTuxk,




