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Pe3ynbTaTtbhl MCcCcneaoBaHum

MaumeHT [Non »xeHckun Bospact 27
3akas
MokasaTenb PesynbTat PedepeHcHbIN MHTepBan

MoneKynﬂpHo-reHeTqucxue unccnepgoBaHusa

[01073] PacwmpeHHbIn aHanu3 reHa FMR1 ¢ onpegeneHuem konuyectBa noBtopoB CGG (AGG nepepbIBOB npu
BbISIBJIEHUU NpeMyTaLuuMu U MyTauumn) - KPOBb

MpoBeaeHo uccnegosaHne yncna CGG noetopos B reHe FMR1,
BbISIBIIEHHOE KONMM4ecTBO NoBTOpOB 32/36

[1Be undpel, ykaszaHHble Yepes Apobb, Hanpumep 30/55, 06o3HayaoT konuyecTso NoBTopoB CGG B kaxaow 13 ABYX X-XPOMOCOM >XEHLUMHbI.

3aknoyeHne

HopmanbHoe konuyecTso nosTopos — 6-35.
XKeHwumHa 3gopoea.

HopmanbHoe konmyecTBo noeTopos — 35—44.
EcTb puck cKpbITbIX penpoayKTUBHbBIX HapyLLIEHWIA, CMoCOBHbIX NpuBecTy k Nnpobnemam B 6yayliem. Ecnv nosTopos 6onee 35, pekomeHayeTcs yrnybneHHoe
obcnepoBaHue.

«Cepas 30Ha» — 45-54 nosTopa.
XKeHwwmHa 300poBa, HO MMEETCS NOBbILLEHHbIN PUCK PENPOAYKTUBHBIX HApYyLLEHUN.

MpemyTauns — 55-200 noBTOpPOB.

XeHLwmHa 300poBa, HO MMEeTCs MOBbILLEHHbIV PUCK PENPOAYKTUBHBIX HApPYLLEHWIA.

Y 26% *eHLUMH HacTynaeT npexaeBpeMeHHoe UCTOLLEeHNe SMYHUKOBOrO pe3epBa B Bo3dpacte A0 40 ner.

Y HeKOTOpbIX XXeHLWH nocne 50 neT passuBaeTcst cMHAPOM NapkuHCOHa, KOTOPLIV BLICTPO NPOrpeccHpyeT 1 NPOTEKAET B TSHXXENOoN opme.

MonHas myTtauus — 6onee 200 NoBTOPOB.
B penkvx cnyyvasx y AeBoYek C NOMHLIMU MyTaLUsSMN BCTPEYaEeTCs yMCTBEHHast OTCTanocTb. B 6onbWMHCTBE Crnyvaes NposiBNieHns cTepTble (YacTble konebaHns
HacTpoeHusi, 0COBEHHOCTU xapakTepa).

Yucno konut CGG B reHe FMR1 MOXeT CUnbHO YBENUYMBATLCS B MPOLIECCe CO3peBaHns SNLEKneTkn. Takum o6pa3om, XKeHLMHA N3 «CEPO 30HbI» MOXET
nepegaTtb CBOMM [ETSM Yxe NpemMyTauuio, a XXeHLUMHa C npeMyTaumein — NosHyo MyTaumio. BeposTHoCTb nepexoaa npemyTaLmm B MOMHY0 MyTaLuio 3aBUCUT OT
KOnM4yecTBa NMOBTOPOB:

55-60 — HU3KUIA puUCK;

6onee 70-45%;

6onee 90-94%;

6onee 100-100%.

PesynbTaThl UCCNefoBaHUiA He SIBMAKOTCS AMArHO30M U MHTEPNPETUPYIOTCS nevalumm
BPa4oOM C y4eTOM BCeX AaHHbIX O nauueHTe (nabopaTopHbIX, MHCTPYMEHTamNbHbIX U
KIMMHUYECKMX).

3anucatbest Ha Npuém K Bpavy: cironline.ru
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