MH3 999999999
OnucaHue

MaumeHT ... o6cnesosar 8 000 «HESABUCKMMAS JIABOPATOPUSA MHBUTPO» no
npodunio Ne146MT.

PenpoayKTUBHOE 340P0BbE MY}KUYUHDI

e AZF - permoH My»KCKOM Y-XpOMOCOMbI, KOTOPbIA BK/OYaeT B ceba bonblioe
KO/IMYECTBO T[EHOB, OTBETCTBEHHbIX 3a BblPaboOTKy cnepmaTo30naoB
(cnepmaTtoreHes).

B xoae monekynapHO-reHeTU4ecKoro uccnefoBaHUA Obln OCYLWECTBAEH MOMUCK
aeneunn nokycoB SRY u ZFY, a Takke MUKpoaeneumin B permoHax AZFA (SY84, SY86,
SY615,SY1316), AZFB (SY127,5Y134, SY1235,5Y121,SY1197) u AZFC (SY254, SY255,
SY1125) Y-XPOMOCOMBI. ....cuveeueeeeeriecreereeererveceesreenns OMUCaHMe......

PesynbTar... pacwmndpoBKa

e CFTR — TpaHcmeMmbpaHHbIN perynatop 6en1Kka MyKoBucLUmMAa03a.

leH CFTR oTBeyaeT 3a pa3BUTME aYTOCOMHO-peLLeccMBHOro 3aboneBaHuA
MyKoBMCUMA03. Hannumne reHetnyeckoro gedekta Avwb B O4HOM M3 XPOMOCOM
FOMOJIOTMYHOM napbl, B codeTaHuMun ¢ annenem 5T B obnactn TT-nonnmopdusma,
CNocobCcTBYET Pa3BUTUIO annasnmM CEMABLIHOCALLMX MNPOTOKOB (HEMPOXOAUMOCTH
NN MHaYe 06CTPYKLUUM CEMABBIHOCALLMX NPOTOKOB) 1 06yCcnaBAMBaAET HapyLIeHNEe
cnepmaTtoreHesa.

B pesynbTaTe aHanmsa AHK B reHe CFTR ....... noopobHoe nepeyucneHue..................

PesynbTar... pacwmndpoBKa

e AR- (CAG noBTOpbl) —aHAPOreHOBbIN peLenTop.

l'eH AR, noKkann3oBaHHbIN B 061acTn Xqll-12, KoanpyeT aH4POreHOBbIN peuenTop.
Hanbonee pacnpocTpaHeHHbIMX annenamm MNoBTOpa Yy NpeacTaBUTenem
eBponeonaHo’ packl ABNAOTCA BapuaHTbl 16-26(CAG). ....onncaHue..........

Pe3synbTar... pacwmdppoBKa
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