Cunapom 1oMKo0i X-XpoMoOCOMBI

VY 4-netHero MajburKa HaOIIOAAIOTCS 3a/Iep>KKa pedH, TUIIEPAKTUBHOCTD U JIETKHUE
aytuctudeckue yeptol. CeMeilHbIi aHaMHEe3 MOKa3bIBAET, YTO Y Je/la NaleHTa ObLIN TpEMOp 1
KOTHUTHUBHbBIE HapyIlIeHUs B O3AHEM Bo3pacTe. Bpau nmogo3peBaer cuHapoM J0MKOH X-
XPOMOCOMBI U HA3HA4aeT MOJIEKYJISIPHOE TECTUPOBAHHUE.

Bomnpocstr:

1. Kaxoit MmeTo1 MOJNIEKYJISIpPHON AMArHOCTUKH HanOOoee MOIXOIUT JJIsI TOATBEP K IACHUS
CUH/IpOMa JIOMKOW X-XpOMOCOMBI, ¥ B YEM €r0 MPUHIUN?

2. Kaxkue monexymsipapie uameHenust B reie FMR1 oxxunaroTcst mpu 3ToMm 3a001€eBaHUH, 1
KaK OHH BBISIBJISIIOTCS C TIOMOIIBIO BEIOpaHHOTO MeToAa?

3. Kak unTepnperupoBaTh pe3yabTaThl TECTUPOBAHUS, €CJin 00Hapyx)eHO 250 MOBTOPOB
CGG B rene FMR1?

4. KakoBa KJIMHHYECKasi 3HAYUMOCTh MOJIEKYJIIPHOM TMarHOCTUKH B JAHHOM CIIy4ae JJIs
ManueHTa u €ro CeEMbu?

ITAJOHHBIN OTBET:

Bonpoc 1: Kakoii MeToa MOJIEKYJISIPHOI TUATHOCTUKU HanboJiee MOJAXOAUT s
NMOATBEPKAEHUS CHHAPOMA JIOMKO# X-XpPOMOCOMBI, U B 4eM €ro NpuHuumn?

Haub6onee nogxoasmuit merog — [P (monumepasHas nemnHas peaxius) ¢ mocieayomumM
aQHAJIM30M JJIMHBI IOBTOPOB WU 10KHBINA O510TTUHT. [P mo3Boisier aMminguipoBaTh peruox
rena FMR1, cogepxanuit CGG-noBTOpHI, U ONpeAeTUTh X KoundecTBO. KOXHbBIN O10TTHHT
UCTIONB3YETCS JIJIS BBISBIICHUS OOJIBIINX SKCIIAHCHN TOBTOPOB, KOTOPBIE TPYIHO
ammumudummpoBath ¢ momotsio [P, u 111 oneHKr MEeTUITUPOBAHMS.

Bonpoc 2: Kakue moJiekyasipublie udmenenus B rene FMR1 oxxknaaorcsa npu 3Tom
3a00/1eBaHNHU, H KAK OHH BBISIBJISIIOTCS C MOMOIIBLIO BLIOPAHHOTO MeTOa?

Cunnpom 1oMKoi X-XxpoMocoMmbl BbI3BaH 3Kkcnancueit CGG-moBTOPOB B 5'-HETpaHCIUpyeMOit
obnactu rera FMR1. HopmanbHoe konudecTBo moBTOpoB — 5—44, mpemyTtarus — 55-200,
nojHas mytaus — 6osee 200 ¢ runepmerunuposanueM. [1LP onpenenser pazmep ¢pparmenra
JHK ¢ CGG-noBTopamH, a 10KHbIA OJOTTHHT BBISBISIET OOJbIINE SKCIAHCUU U CTaTyC
METWJIMPOBAHMUS, YTO YKa3bIBAET HA MHAKTUBALIMIO 'EHA.

Bonpoc 3: Kak unrepnpetupoBaTh pe3y/bTaTbl TECTUPOBAHUS, eCJIH 00HapYyxkeHOo 250
nosTopoB CGG B rene FMR1?

250 CGG-noBTOPOB yKa3bIBalOT HA MOJIHYIO MYTALUIO, CBA3aHHYIO C CHHAPOMOM JIOMKOH X-
XPOMOCOMBI. DTO MOATBEPKAAET JUATHO3 y NMALMEHTA, TAK KAK IMOJIHASI MyTalus
COINpOBOXkKAAaeTCA runepMmeTminpoBanreM resa FMR1, 4To npuBoAUT K CHUKEHUIO WK
oTCyTCTBUIO 3Kcnipeccun Oenka FMRP, BeI3bIBas 3a1epkKy pa3BUTHUS, Ay TUCTUYECKUE YEPThI U
JpyTHe CUMITOMBI.

BOl'lpOC 4: KakoBa KJIMHHYECKANA 3HAYUMOCTD MO.]'[CKy.]'IHpHOﬁ AUATrHOCTHKHU B JTaHHOM
cJIydyae IJid nagueHTa u €ro ceMbu?

MOJICKYJ'IHpHaSI JAUArHoCTHKa MOATBCPIKAACT JUAIrHO3, IIO3BOJIAA Ha4aTh PAHHIOKO HHTCPBCHIIUIO
(HaHpI/IMep, MOBCACHYCCKYIO Tepanmo) U MOHHUTOPUHI OCJIOKHEHUMH. I[J'IH CCMbHU OHA BaKHa AJIA
BBISIBJICHUS HOCHUTEIIEH npemMyTalnn, KOTOpPbIC MOT'YT OBITh IMOABECPIKCHBI PUCKY CBA3aHHBIX
COCTOSIHUM (HaHpI/IMep, TpeMopa/aTaKCI/II/I y ACda Uin npemneBpeMeHHoﬁ HEAOCTAaTOYHOCTHU



SIMYHUKOB Y KCHIIUH). [ eHeTHYeCKOe KOHCYJIbTHPOBAHUE TIOMOTACT OLICHUTh PUCK IS
OyIoylux JIeTei.



