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3akioyeHue
no pe3yiabTaTtaM TecTta «HUIIT pacmupeHHasi maHelb»
ITamueHT: Homep 3aka3a:

IIaTa POKIEHHS: Homep uccnenoBaHus:

ITom: IIaTta 3a00opa MaTepuaia:

Cpok OepeMeHHOCTH (Hedesb): [aTa moCcTymjieHus1 MaTepHaia B 1a00paTopHIo:
Buj omomMarepuaia: IlaTa TOTOBHOCTH HCC/IIOBaHUS:

PE3VYJIBTATBI UCCIIENJOBAHHUSA

®paknusi peranbHou [THK:

Ion mwrona: Puck Huskui

BhIYMCIeHHBIN PHCK II0 pe3yabTaTaM

Hccnenyemass xpomocoMa

naﬁopaTopHoro HCCJIeJOBaAHHUA

KomMeHTapui

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

PucK HU3KUI
Puck Huzkui
PucK HU3KUHI
Puck Hu3KUI
Puck Huzkuu
Puck HU3KUT
Puck Huzkuu

<1/10000 (<0.01%)
Muxkpogenenus He BHSIBIeHa
Mukpomeneius He BESIBICHA
Muxkpopenenys He BHSIBIeHa
Muxkpomeneus He BEISIBIeHA
MuKkpopenelus He BHISBIIeHA
Muxkpogenenus He BHSIBIeHa

Oucomust Y (Cungpom Ak006c)
Cungpom [u [IKopoxu
Cungpom mukpopenenuu 1p36
CuHapoM Kollaybero Kpuka
CuHapoM AHrenbMaHa
Cunpgpom Ilpagepa-Buiu
CunppoM Bonbda-XupiixopHa

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.



