N2098/e HbicaHbl. KasakcTaH

Pecnybnukacel [leHcaynblk cakTay
MUWHUCTPIHIH M.a. 2020 xbinFbl 30
kasaHgarbl N2 KP 1ICM-175/2020

KAMH1KanbIK AMarHoCTMKanblk 3epTxaHa «MHBUTPO-KasaxcTaH» XLLIC. A25Y5HO, KasakcTaH Pecry6amkacsl, GyiipbiFbiMen GexiTinrex

Anmartbl K., Meaey ayaaHbl, KoHaes kelw., 32, 1 kabaT. JlueHsus: 02.09.2016 x. N2 16020288 ®opma N2098/y. YTBepxaeHa
Np1KasoM 1.0. MuHucTpa
3ApaBooxpaHeHns Pecnybnuku
KazaxcraH ot 30 okTsi6psi 2020

+7 (707) 258-58-88, e-mail: infokz@invitro.kz, www.invitro.kz roaa N2 KP ICM-175/2020

KnuHuko-anarHoctuyeckas nabopatopus TOO «MHBUTPO-Kazaxcran». A25Y5HO, Pecnybnuka KasaxcraH,
r. Anmartbl, Mepeyckuii p-H, yn. KyHaesa, A. 32, 1 atax. Jlnuensus: 02.09.2016 r. N2 16020288

Xeke eTiHiWw HeMipi (MHAMBMAYaNbHBIN HOMEP 3asiBKK): o

Haykac, xblHbicbl (MaumeHT, non): TECTTT T (K)
TybInFaH KyHi, xac ([aTta poxaeHus, BOo3pacT): 27.06.1980 (45 nert)
HaykacTbiH XXCH/weTengikTep yLwiH nacnopT HeMipi -

(UMH naumeHTa/NQ nacnopTa, Anst MHOCTPaHLEB):

TyYPFbIBIKTI MEKEH)Kalbl, @3aMaTThbIK, -

(Anpec NpoXvBaHwWsl, rPaXxaaHCTBO):

[Ooapirep, ID (Bpay, ID): camoobpalleHve

MeanumHanblk yiibiM (MeguumMHCKas opraHusaums): TectoBblt MO ans Pecny6nvku KasaxcraH, ActaHa, nn, 98
Ynri anblHFaH KyHi >xaHe yakpiTbl (Mpoba B3siTa): 14.07.2025 11:00

Ynri TyCKeH KyHi >xaHe yakpiTbl (Mpoba nocrynuna): 15.07.2025 13:35

[apirepaiH pactay kyHi (MoaTBEp)XAEHO BPayoM): 15.07.2025 14:34

HaTmxxe wWbiFapbliFaH KyHi (JaTta neyatn pesynbraTta): 15.07.2025

3epTTey HaTtunxe TyciHgipme

(WccnepoBsaHme) (PesynbTar) (KoMmeHTapuit)

HUMT (pacLumpeHHbIit) CM.KOMM. Pe3ynbTaT uccnegoBaHUs NpunaraeTcs Ha OTAeNbHOM HnaHke.
HocntenbctBo CM.KOMM. Pe3yanaT nccnenoBaHus npunaraeTcd Ha OoTae/1IbHOM 6naHke.

Hacnea.bonesHen y Mmatepu

TyciHaipme (KoMMeHTapuit):

d. Konnyectso ambpuroHoB: 1

e. MNpoBoannacb ocTaHoOBKa pa3sBuTus (peaykumst) ambpuoHa B TekyLlyto 6epeMeHHOCTL?: Het
g. BoligaBaTb B pesynbTaTe non nnoga?: a

h. BepeMeHHOCTb C UCMOb30BaHNMEM AOHOPCKON SMUEKNeTKN?: HeT

i. BepeMeHHOCTb C y4aCTUeEM CypporaTHoM mMambl?: HeT

j. Hannume 3nokayecTBeHHOro HOBOOHPa30BaHMsl B HAaCTOALWMI MOMEHT?: HeT

|. MepenvBaHme KpoBM y NaUMEHTKM B nocneaHve 3 mecsua?: Het

m. TpaHCniaHTaumsa KOCTHOro Mo3ra,nepecajka OpraHoB,/ie4YeHne CTBOIOBbIMI KJIeTKaMy B aHaMHe3e nauneHTKu: Het
Bec (Tonbko uenoe 4ncno) 65 kr

PocT B cM XXX 165 cM

Cpok 6epemeHHoCTM Mo Y3U (TONbKO NosHbIE Heaenu) 34 nosHbIX Hea.

BHyMaHMe! B aneKTpoHHOM 3k3eMmnisipe 61aHka Ha3BaHWE UCCNEA0BaHUS COAEPXKUT CChINIKY Ha CTpaHuULYy caiTa C onMcaHUeM
mnccneposaHuns. INVITRO.KZ
Pe3ynbTaThbl UCCNENOBAHUIN He SBNAIOTCS AMArHO30M, HE0BX0oAMMa KOHCYbTauus CreLuanmcTa.

M.M. / Noanuck Bpaya

cTp.1m3l


http://invitro.kz/
http://invitro.kz//
sefimova
Прямоугольник


3akioyeHue
no pe3yiabTaTtaM TecTta «HUIIT pacmupeHHasi maHelb»

ITanueHr: Homep 3aka3a:

[daTa poKaeHHus: Homep uccnenoBaHus:

Iomn: IIaTta 3a00opa MaTepuaia:

Cpok OepeMeHHOCTH (Hedesb): [aTa moCcTymjieHus1 MaTepHaia B 1a00paTopHIo:
Bupg 6uomaTtepuasta: KpoBb STRECK [JaTa roTOBHOCTH MCCJIEIOBAHHS:

PE3VYJIBTATBI UCCIIENJOBAHHUSA

®pakuusa petansaou THK: 6.2419 .

Mon wiome Mymoror PucK Hu3Ku

BBIYKMCIEHHBIN PHCK 10 pe3y/IbTaTaM o

Hccnegyemasi xpomocoMa KoMmmMmeHTapuu

J1a00pPaTOPHOTO HCCIeIOBAHHSI

Tpucomus 21 (Cungpom [TayHa) <1/10000 (<0.01%) Puck HU3KUM
Tpucomus 18 (Curapom IaBapjca) <1/10000 (<0.01%) Puck HU3KHUH
Tpucomus 13 (Curapom IlaTay) <1/10000 (<0.01%) Puck HU3KHUM
Oucomus X (Cungpom Knanndennrepa) <1/10000 (<0.01%) Puck HU3KHUH
Oucomust Y (Cungpom Ak006c) <1/10000 (<0.01%) Puck HU3KHUI
Cungpom [u [IKopoxu Muxkpopenelus He BEIIBIEHA Puck Hu3KUHN
CunppoM Mukpogenenuua 1p36 Muxkpopenenus He BEISIBIIEHA Puck HU3KHUH
CuHApoOM Kolllaybero KpukKa MuKkpopenelus He BHSBIEHA PrcK HU3KUH
CuHapoM AHrenbMaHa Muxkpopenenus He BHISIBIIEHA Puck HuU3KUHN
Cunpgpom Ilpagepa-Buiu Mukpopeneuus He BHISIBIIEHA Puck HU3KHUMH
CunppoM Bonbda-XupiixopHa Muxkpopenenus He BEIIBIEHA Puck HU3KUU

3akmouenue: 1o pe3ynpTaTaM ucclienoBanus cBobomHo-nupKynupykomed THK mnoma, BHIeNEeHHON U3 KPOBU MAaTEPH, PUCK
poxpmenus pebeHka ¢ Tpucomued 21, 18, 13 xpoMocoM, a TakxkKe C aHEYIJIOUAUSIMU TIOJIOBEIX XPOMOCOM ¥ MUKPOHETeIMOHHbIMU
cuaapoMamu coctaBisgeT MeHee 0,01%

Baxnasi mapopManusa: Hu ogHO U3 CYLMIECTBYIOIIUX UCCIENOBAHUN HE MOXKET rapaHTUPOBATh OTCYTCTBUE Yy Oymymiero peGeHka
JIOOEIX OTKJIOHEeHMH. HenHBA3UBHEIN IIPeHATAIbHBIA TECT SIBISETCS CKPUHUHTOBEIM METOIOM, OCHOBAHHEIM Ha aHAaU3e CBOOOIHO-
uupkynupytomen [JHK mnopa.

HewnBa3uBHEI IpeHaTaIbHEINM CKPUHUHT BBIIBIIAET PUCK TONBKO Tpucomuu 21, 18 u 13 xpoMocoM, YHUCIIOBEIX aHOMaIUM IOJIOBBIX
XPOMOCOM, a Takxke cuHapoMoB [Iu [Ixopaxu, AHrenbmana, [Ipapmepa-Bunnu, Bonbda-XupIirxopHa, Kollaybero KpHKa,
Mukpogenenus 1p36. C ero mOMOIIbI0 HENTb3S BHISIBUTH BCE TEHETUYECKUE WJIM HETeHEeTHYEeCKUue NpobieMbl, KOTOPhE MOTYT
BO3HUKHYTH y Oynyuero pebeHka. [laxke ecinyu pe3ynibTaThl TeCTa OTPULATENIbHEIE HEBO3MOXKHO MTOJTHOCTHI0 UCKIIOUUTHL BCe
ImoTeHLUalbHEe NpobieMsl, cBsi3aHHBe ¢ 21, 18, 13 u monoBEHIMH XpOMOCOMaMH, HalpuMep, MHKpOAeJellUd HIH
MUKDPOLYIUTUKAIUY HEOONBIINX yYACTKOB 3THX XPOMOCOM.

MeTopuKka UCCIeNOBaHUS TaKXe He [I03BOJISeT MUCKIIIOYUTh MO3auIu3M y IJIOfA W/UY IJIalleHTapHLIM M03aulu3M 110 3TUM
XpoMocoMaM. PexoMeHIyeTCS KOHCYIbTAlUs Bpada-reHeTHKa IS PelIeHUs BOIIpoca 0 He00XOAUMOCTY OOTBEPXKIEHUS JUarHo3a
MeTOLOM MHBA3UBHOU NIpPeHATaNIbHOU JUATHOCTUKHY.

HccaemoBaHue BBINOIHSIETCS Ha BHICOKONMPOH3BOIUTEILHON CHCTEMeE [UIsi CEKBEHHPOBAHUS HYK/I€MHOBBIX KHCJIOT
I'enockan 4000.
PezucmpauuoHHblii Homep (edepasvHol cayxrchbl no HA030py 8 chepe 30pasooxpaHerus: P3H 2025/24616.

Bpau-reHeTtux, K.M.H
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3ak/jIroueHue
0 pe3yjbTaTaM CKPHHHHI'A HAa YaCTO BCTPeYaloNIHecsi MyTallHH HaC/IeCTBeHHBIX 3200/ IeBaHUH

ITaueHrt: MaTa 3a0opa MaTepHaa:
aTa poxXaeHus: [om: [laTa NOCTyIUIEHHsI MaTepHajia B 1a00paTOPHIO:
Bup 6momarepuasia: TaTa rOTOBHOCTH aHa/jIu3a:

Homep ucciegoBaHus:
Howmep 3aka3a:

Uccnepyembin BapuaHT | Fen | PesynbTaT

JlelikosHuUedaonaTusa C BoBSie4eHMEM CTBOJIA MOJIOBHOMO MO3ra 1 CMIMHHOINO MO3ra M MOBbILLIEHUEM
KOHLEHTpaUun nakTaTta

chr1:173831632T>C (rs142433332) |DARS2 |He obHapyxeH
CnHapom Ywepa, Tin 2a
chr1:215728232C>T (rs111033364) |USH2A [He obHapyxeH
HenpoHanbHbIN LepongHbIN NMNOgYCLNHO3

chr11:6617040G>A (rs119455955) TPP1 He obHapy>xeH

chrl1:6617154C>G (rs56144125) TPP1 He obHapy>xeH

chrll:6617154C>T (rs56144125) TPP1 He obHapy>xeH

chrl1:6617154C>A (rs56144125) TPP1 He obHapy>xeH

CnHpgpom CmuTa-Jlemnu-Onnua

chrll:71441401C>T (rs11555217) DHCR7 |He obHapy»xeH
deHUNKeToHYpMUA

chrl2:102840493G>A (rs5030858) PAH He obHapy>xeH

chr12:102840507G>A (rs5030857) PAH He obHapy>xeH

TyroyxocTb

chr13:20189313A>G (rs80338945) G)B2 He obHapy>keH

chrl3:20189346AG>A (rs80338943) G)B2 He obHapy>xeH

chr13:20189414CA>C (rs80338942) G)B2 He obHapy>xeH

chrl3:20189473C>T (rs72474224) GJB2 He obHapy>xeH

chr13:20189546AC>A (rs80338939) G)B2 He obHapy>xeH
Bone3Hb BunbcoHa

chr13:51944145G>T (rs76151636) |ATP7B |He o6HapyxeH
bonesHb Tes-Cakca

chr15:72350518C>T (rs121907954) [HEXA [He o6HapyxeH

BpoxxaeHHOe HapyLlleHne rMKO3nAMpoBaHusa, Tun la

chr16:8811153G>A (rs28936415) [PMM2 [He o6HapyxeH

CVHAPOM MHOXECTBEHHbIX BPOXKAEHHbIX aHOManAui, rMNOTOHUK 1 cynopor, Tun |

chrl8:62106985C>G (rs376355678) |PIGN |He obHapy>xeH

MMMyHOKOCTHasa gucnnasng LLUnmvke
chr2:216478216G>T (rs119473033) |SMARCAL1 |He obHapy»xeH
Mykonosnncaxapugos, Tun |
chr4:987858C>T (rs121965020) IDUA [He o6HapyxeH
OnacTtpodunyeckasa gucnnasms
chr5:149980428C>T (rs104893915) |SLC26A2 [He o6HapyxeH
MoNMKNCTO3 NOYeK C MNOJIMKMCTO30M nevyeHn nam 6e3 Hero, Tvn 4
chr6:52024940G>A (rs200391019) PKHD1 He obHapy>keH
chr6:52083201G>A (rs137852944) PKHD1 He obHapy>xeH

TyroyxocTb
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Uccnepyembin BapuaHT len PesynbTaT
chr7:107675051T>C (rs80338848) SLC26A4 He obHapy>xeH
MykoBucumnnos
chr7:117530899G>A (rs121908751) CFTR He obHapy>xeH
chr7:117530899G>T (rs121908751) CFTR He obHapy>xeH
chr7:117559590ATCT>A (rs113993960) CFTR He obHapy>keH
chr7:117559612AAT>A (rs121908776) CFTR He obHapy>xeH
chr7:117592177AT>A (rs121908812) CFTR He obHapy>xeH
chr7:117639961C>T (rs75039782) CFTR He obHapy>keH
chr7:117642566G>A (rs77010898) CFTR He obHapy>xeH
chr7:117652877C>G (rs80034486) CFTR He obHapy>xeH
FanakTosemuns
chr9:34648170A>G (rs75391579) GALT He obHapy>xeH
chr9:34649032G>T (rs111033773) GALT He obHapy>XeH
Bpo>xaeHHas HenepeHoCUMOCTb PPYKTO3bI
chr9:101427574C>G (rs1800546) |ALDOB He oBHapy>KeH
3AKJTKOMEHUE

HocuTenbcTBO mMccnepyemblx BapuaHTOB He obHapyeHo. Puck poxpaeHus pebeHka C ayTOCOMHO-
peueccuMBHbIMK 3aboseBaHUAMN, MPUYNHOWM KOTOPbIX MOTYT ObiTb MCCAedyeMble MyTauuun, HU3KUNA.
B TO >xe BpeMsi, uccnefoBaHne He UCKJIIOHaeT BCEX BO3MOXKHbIX FT€HETUYECKMX HapyLLIeHU Kak y obcnenyemoro,
Tak n y byayuero pebeHka, B TOM 4ucne apyrux, 6bonee peakmx MyTauum B reHax, CBA3aHHbIX C
HacnenCcTBEHHbIMU 3ab0n1eBaHNSAMM.

Bpay-reHeTuk,



