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KpaTkas
nHdopmaumsa o
3aboneBaHunn

MoarotoButenbHblin 31an MIT-M MOMeT BbINOAHATLCA B OTHOLIEHWUM 060N TreHHOM
6071€3HU (MYKOBMCLMO3, MYKOMO/MCAaXapuao3, CNnHaabHaa amuotpodua u apyrve) ans
cemMbM, npowealwen MeAUKO-TEHETUYECKOE  KOHCY/NbTMPOBaHME UM NOAYYUBLUEN
3aK/IlO4EeHMeE BpaYa-reHeTMKa 0 HaIM4YnKn NOKa3aHMM U BO3SMOXKHOCTU ans nposeaeHunalrT-
M. MokasaHnem ana MIT-M cayKuUT BbICOKUI PUCK TAXKENOro MOHOreHHOro 3abosieBaHus,
a YCNOBUAMM — BbiAB/I€HHAs MyTauma (MyTaumm) B ceMbe, OTBETCTBEHHbIe 3a3aboneBaHue,
OTCYTCTBME MPOTMBOMOKA3aHUI M orpaHmyeHnin gna KO, a TakKe Hainume TeXHUYECKUX
BO3MOXKHOCTEM B OTHOLLIEHMM KOHKPETHOIo 3a601eBaHUA U KOHKPETHOM CEMbM.

MoaroToBUTENbHBIN 3Tan C YaCTUYHOM Pa3paboTKOMN CUCTEMbI TECTUPOBAHMSA BbINOHAETCA
B TeX C/ay4anx, Koraa ana 3aboneBaHna M myTauum (NaTOreHHOro BapuaHTa) cuctema
TecTupoBaHus 3aboneBaHma B HUM meamumHCKOM reHeTUKM Gblna paspaboTaHa paHee,

OAHAKO ANA CEMbW XapaKTepHbl ApyrMe myTauuu. B sTom cnydae nposoauTcsa noabop
CUCTEMbl TeCTUPOBaHMA MyTauuu (MyTaumit), noaxogAwmMx ANA aHaAM3a egUMHUYHbIX
KNeTOK asMbproHa, NPoMn3BOANTCA 3aKa3 HEObXoAMMbIX pacxogHblx MaTepuanos. Cnuctema
TecTUpyeTca U BaMANPYETCA Ha eAUHUYHBIX KNeTKax.

MnaHupyeTca, 4To MHOOPMAUMA O Tex reHax U MyTauusax, A8 KOTOpbIX pa3paboTaHbl
cUCTeMbl MPEUMMNIAHTALMOHHOTO TecTUPOBaHWA, byaeT pasmeliatbes Ha cailte HUU
MeAMULMHCKOW FreHETUKM.

B Calydae, eCcan naaHunpyetca npenmmniaHTaulMoHHOE TeCTUpoBaHME B OTHOWEHUN AOBYX
MOHOTE€HHDbIX 3360.HEBaHVIl7l, TO MeaunuMHCKaa ycnyra 6y,D,ET B cebs BKAOYATb ABa
noAroToBUTE/IbHbIX 3Tana.

Mpun nnaHuposaHum MIT-M NoAroToBUTENbHbIN 3Tan ABAAETCA NepBblM, HEOHBXOAUMbIM
3Tanom o6cnenoBaHMA CynpyKeckoh napbl. Jo OKOHYaHWMA MOATrOTOBWUTENbHOrNO 3Tana
Cynpy)Keckaa napa He BcTynaeT B JseyebHbli uukn SKO, B KOTOpOM nAaHUpyeTca
nposegeHue MIT-M.

MNepeyeHb
nccnesyemblix reHos,
MyTauum

B xo4e noArotoBMTe/NbHOrO 3Tana NPOBOAWUTCA aHann3 noanmopdHbix [HK-mapKepos,
CUENIeHHbIX C MyTaumei U Bbibop MHGOPMATUBHBIX (NoABOP MapKepoB AN KOCBEHHOM
OHK-amarHoctuku). Mpu HeaoCTaTOYHOM uuncie MHPOPMATUMBHBLIX MApPKEPOB B CEMbE,
NPOBOAMTCA W aHanu3 AOOMONHUTENbHbIX MapKepoB. B HacToAwee Bpems B HUU
MeAULMHCKOW FreHeTUKN NPUMEHAIOTCA, NPEUMYLLECTBEHHO, MapKepbl, NpeacTaBaalowmne
coboit STR (Short Tandem Repeats). MyTauus npoBepsieTcA Ha Bcex obpasuax 4YneHoB
cembM.

NHpopmauma o
meToge.
TpeboBaHue K
maTepuany

WccnepoBaHue BbINONHAETCA, NPEMMYLLECTBEHHO, meToaom MLUP (aByx-payHaHOU Man B
COYETaHUWN C NOSHOreHOMHOM amnanduKkaumen). na aHanMsa MyTauMm B COYETaHWUU C
MUP wcnonb3yeTca pPecTPUKLMOHHbLIA aHanu3 WA  GparMeHTHbIM  aHaaus, aubo
CEeKBEHMpoBaHMe (B 3aBMCMMOCTM OT MyTaumu). [NA KOCBEHHOW  AMArHOCTUKK
npMMeHseTca GparMeHTHbIN aHanus.

[Ona BbINONHEHMA aHanM3a WUCNO/Mb3yeTcs BMONOrMYEecKMin maTepuan oboux Ccynpyros,
aeteit u/unn poauteneit. B 3aBUCMMOCTM OT 3a60/1€BaHMA MOTYT 6biTb NPUBAEYEHbI U
Apyrme uyneHbl Ccembu, 4YTO oOnpegenseTca B  X04e  MeAUKO-TeHeTUYeCKoro
KOHCYNbTUPOBAHUA NpU NaaHuposaHum MNIT-M.




B KauecTBe 6MONOrMUYECKOro matepuana Tpebyerca:

- KPOBb, B3ATaA U3 SIOKTEBOM BeHbl B NPobuMpKy ¢ IATA B Konnyectse 4-6 ma. Kposb
b6epeTca He3aBMCMMO OT NpUema NuLM.

MpY HEBO3MOXKHOCTM MM OFPaHMYEHUI MO B3ATUIO KPOBU MOXKET ObiTb MCMOJ/Ib30BaAHbI
Takue 06pasubl KaK BbICyLIEHHbIE NATHA KPOBU UAN BYKKANbHbIN aNUTENNA.

B HEKOTOPbIX C/Ty4asx MOXKeT NoTpeboBaTbCA IAKYAAT cynpyra.

CpOK BbINOAHEHMA

2-3 mecaua




