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3akioueHue
1o pe3yJbTaTaM HEMHBA3HUBHOTO NMPEHATAJIBHOI0 CKPMHUHTIA

Jarta 3a00pa maTepuaJja:

JaTa u BpeMs MOCTYIUICHUS MaTepHasa
B J1a0opaTopuio:

JlaTa roTOBHOCTH MCCJIEIOBAHMS:

Tloa:

ouomartepuasa:

PE3YJIbTATBI UCCJIEAOBAHUSA
®pakuus peranapuoii JHK: 14%
Ioa miioga: Myskckoit

Puck Huskum

Hccaenyemast xpomocoma BpIuuc/IeHHBI PUCK IO pe3yJibTaTaM

JIA0OPaTOPHOTO MCCJIeT0BAHUS

KommenTapuii

Tpucomus 21 (Cunapom Jlayna)

Tpucomus 21 XpoMOCOMBI HE BBISIBJIEHA

Puck auskmi

Tpucomus 18 (Cungpom IaBapiaca)

Tpucomus 18 XpoMOCOMEBI HE BBISIBIEHA

Puck Huzkui

Tpucomus 13 (Cunapom IlaTay)

Tpucomus 13 XpoMOCOMEBI HE BBISIBIEHA

Puck Huzkui

Jucomus X (Cunapom Kaaiindeabrepa)

I[I/ICOMI/IFI X XPOMOCOMBI HC BbISIBJICHA

Puck auskmi

JAucomust Y( Cunapom SAxodca)

I[I/ICOMI/IFI Y XPOMOCOMBI HC BbIsIBJICHA

Puck auskmi

Muxpopaesaenus 1p36 Puck HU3KUH
Cunapom BoJbda-XupmxopHa
Cunapom JduJLxopaxu
Cungpom AHrejbMaHa
Cunapowm Ilpanepa-Buaan

CI/IHI[I)OM KOIIAYHEro Kpuka

MI/IKpO,I[eJ'IGI_II/Iﬂ HC BBIJBJICHA

Mukpopeneuus He BbIsIBIEHA Puck Hu3kuit

Mukpopeneuus He BbIsIBIEHA Puck Hu3kuit

Mukpoenenus He BbIsIBJI€HA Puck Hu3kui

Mukpoenenus He BbIsIBJI€HA Puck Hu3kui

Puck Hu3kui

MI/IKpOI[eHCHI/ISI HC BBIABJICHA

3akmarouenue: [lo pesynsraram uccnenoBanus JJHK mona, BeIieneHHOM U3 KPOBU MaTepH, yCTaHOBIIEH
HU3KHUH PUCK poKIeHus pebeHka ¢ Tpucomueit 21, 18, 13 xpoMocoMbl, aHEYTUTOUTUEH TTOJIOBBIX XPOMOCOM,
a TaK e ¢ MUKPOJIEJICIIMOHHBIMUA CHHAPOMAaMH, YKa3aHHBIMH B TaOJHIIE.

Baw puck (T13, T18,T21)

Ll

B —_— ‘Huawit puek BiiCOKMHH PUCK
< 1/10 000 1/500 1/100 10/100 >99/100
(<0,01%) (0.2%) (1%) (10%) (>99%)

Baxnasa undopmanusi: Hu onHO U3 CyIIECTBYIOIIMX UCCIIECNOBAHUI HE MOXET IapaHTUPOBAaThb OTCYTCTBHA Y
Oymymiero peOeHKa JFOOBIX OTKIOHEHWH. HeWHBa3WBHBIH IMpEHATANBHBIA CKPHHUHT SIBJISETCS CKPUHHUHTOBBIM
METOZOM, OCHOBaHHOM Ha aHanm3e cBoOomHormpkymupytomeii JJHK mmona. HewHBa3uUBHEIN NpeHATATBHBINA
CKPUHHMHT BBIABIISIET PUCK TOJBKO TpucoMuu 21, 18 u 13 xpoMocoM, YMCIIOBBIX aHOMAJIUH MOJIOBBIX XPOMOCOM, a
takke cuHApomoB Jlu Jlxopmxu, Anrensmana/llpanepa-Bummm, Bonbda-XupiixopHa, Komadbero Kpuka,
nenerun 1p36. C ero mMoMoNIb0 HENb3sl BBISSBUTh BCE TCHETUYECKHE WIIM HETCHETUYECKHE MPOOJIEMbI, KOTOpPhIC
MOTyT OBITh y Oymymiero peOenka. Jlaxke eciam pe3yiabTaThl TECTa OTPHUIATEIBHBIC HEBO3MOXHO ITOTHOCTEHIO
HCKITIOYHUTh BCE TOTCHIMATIBHBIC MPOOJIeMBl, cBsi3anHble ¢ 21, 18, 13 U MomoBBEIMH XpOMOCOMaMH, HAIpPHMED,
MUKpPOJCICIUA WM MHKPOAYIUTUKAIIMK HEOONBIINX YYACTKOB ITHX XpOMOCOM. Meromuka HCCIeIOBaHUs He
MO3BOJISIET MCKIIIOYUTh MO3aWIU3M Yy IJI0Ja W/WIW TUIAICHTApHBIA MO3aWIM3M IO 3TUM XpoMocomam. Jlis
MPaBWIBHOM HMHTEPIPETALMN PE3yNbTaTOB MCCICAOBAHUS, TIOIYYUTE JOMOJHUTEIBHYIO KOHCYJIbTAIHIO
CIEIUAIHCTA.

Bpau-renerux Kuesckas 10.K.




