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MoarotoButenbHblt 3Tan MIT-M (NpeMmMnAaHTaUUMOHHOrO TECTUPOBAHUSA MOHOFeHHOro
3aboneBaHMA) C NONHOM pPa3pabOTKON CUCTEMbI TECTUPOBAHUA MOMKET BbINONHATLCA B
OTHOLLIEHUN No6OI reHHo 6one3Hn (MYKOBMCLIMO3, MYKOMOAMCAaxapuaos, ClUHaibHaA
amuoTpodma M apyrme) gnNa Cembu,  MpolieAllerd  MeAMKO-TeHeTUYecKoe
KOHCYNbTUPOBaHME U MOJYYMBLLENM 3aKNOYEHWE BPava-reHeTUKA O HaMYMKU MOKA3aHUI U
BO3MOXKHOCTM ana nposeaeHus MNIT-M. MokasaHnem gnsa NIT-M cny»KUT BbICOKMIA PUCK
TAYKEN0ro MOHOTeHHOro 3ab601eBaHUs, a YCI0BUAMU — BbIIBIEHHasA MyTauuma (MyTauuum) B
cemMbe, OTBETCTBEHHbIE 33 3abosieBaHMe, OTCYTCTBME MPOTUBOMOKA3aHUIM N OrpaHUYeHuUi
ana OKO, a TakKe Ha/iMyme TexXHUYECKMX BO3MOXKHOCTEM B OTHOLIEHWW KOHKPETHOro
3aboneBaHMA U KOHKPETHOMN CEMbU.

MoAaroToBUTENbHBIN 3Tan C NOJHOM Pa3pPaboTKON CUCTEMbI TECTUPOBAHUA BbINOHAETCA B
Tex Cayyasx, Korga gna 3aboneBaHus M MyTauuu (NaToreHHOro BapuaHTa) cuctema
TecTupoBaHuna B HUM mepuuMHCKOM reHeTMKM He bblna paspaboTaHa paHee. B sTom
cnyyae npoBoauTcA noabop CUCTeMbl TECTMPOBAHMA MyTauuu (MmyTauuii), noaxoaawmxX
ONA aHanu3a eAMHUYHBIX KNeToK smbpuoHa, nogbop AHK-mapkepoB, dbnaHKUpyOWmMX

MyTauuto, nNpon3BoanTCA 3aKas3 HEOGXO,CI,I/IMbIX PacxXxo4HbIX MaTepumanos. Cucrema
TeCTupyeTca n BaimanpyeTca Ha eAUHNYHbIX KNTIETKaX.

MHbopmaumsa o Tex TreHax M MyTauusax, [ANA KOTOPbIX pa3paboTaHbl CUCTEMBbI
NPeMMNAaHTaUMOHHOro TecTUpoBaHuA, byaeT pasmelaTbeca Ha caiTte HUU megmumHcKoi
reHeTUKU.

B Ccaiydae, eCcan naaHnpyetca npenmniaHTaulMoHHOE TeCTUpoBaHME B OTHOWEHUMN AOBYX
MOHOTEeHHDbIX 3360.HEBaHVIl7l, TO MeaunuMHCKaa ycnyra 6y,D,ET B cebs BKAOYATb ABa
noAroToBUTE/IbHbIX 3Tana.

Mpwn nnaHuposaHum MIT-M NoAroToBUTENbHbIN 3Tan ABAAETCA MepBblM, HEOHXOAUMbIM
3Tanom o06cnenoBaHMA CynpyKeckoh napbl. o OKOHYaHWMA MOATrOTOBUTENLHOrNO 3Tana
Cynpy)Keckaa napa He BCTynaeT B JedyebHbIn umMkn SKO, B KOTOpPOM MaaHMpyeTcs
nposegeHue MIT-M.

NepeyeHb
nccnenyembix reHos,
MyTauum

B xoae noAroToBUTENbHOro 3Tana NpoBoAMUTCA nogbop v aHanus noanmopdHbix AHK-
MapKepoB, CUEeMN/IEHHbIX C MyTaumel 1 Bblbop MHGOPMATMBHbLIX (Moabop mapKkepos Ana
KocBeHHoM [AHK-guarHocTtuku). B Hactoswee Bpems B HUU meaMUMHCKON reHETUKU
NPUMEHAIOTCA, MPEMMYLLECTBEHHO, MapKepsbl, NpeacTasasaolwme coboit STR (Short Tandem
Repeats). MyTauma npoBepsieTca Ha Bcex obpasLax Y1eHOB CEMbMU.

NHpopmauma o
meToge.
TpeboBaHue K
maTepuany

WccnepoBaHue BbINONHAETCA, NPEMMYLLECTBEHHO, meToaom MLUP (aByx-payHaHOU Man B
COYETaHUWN C NOSHOTeHOMHOM amnauduKaumen). Ona aHanM3a MyTauMM B COYETaHWUU C
MUP wcnonb3yeTca pPeCcTPUKLMOHHbLIA aHanu3 WA  GparMeHTHbIM  aHaaus, aubo
CEeKBEHMpoBaHMEe (B 3aBMCMMOCTM OT MyTaumu). [NA KOCBEHHOW  AMArHOCTUKMK
npMMeHseTca GparMeHTHbIN aHanus.

[Ona BbINONHEHMA aHanM3a WUCNO/b3yeTcs BMONOrMYEecKMin maTepuan oboux Ccynpyros,
aeteit u/uan poauteneit. B 3aBUCMMOCTM OT 3a60/1€BaHMA MOTYT 6biTb NPUBAEYEHbI U
Apyrme uyneHbl CcembM, 4YTO oOnpegenseTca B  X04e  MeAUKO-TeHeTUYeCKoro
KOHCYNbTUPOBAHUA NpU NaaHuposaHum MNIT-M.

B KauecTBe 61M0/10rMYECKoro maTepkhana Tp96y€‘TCFIZ




- KPOBb, B3ATaA U3 IOKTEBOM BeHbl B NPpobupKy ¢ IATA B Konmndvectse 4-6 ma. Kposb
b6epeTca He3aBMCMMO OT NpUema NuLm.

Mpn HEBO3MOXKHOCTM WM OFPAHUYEHUI MO B3ATUIO KPOBM MOXKET ObiTb MCMO/Ib30BaHbI
Takue 06pasubl KaK BbICYLIEHHbIE MNATHA KPOBM UKW BYKKANbHbIN 3NUTENUA.

B HEKOTOPbLIX CAYyYaaX MOXKET NOTPpeboBaTbCA IAKYNAT Cynpyra.

CpOK BbINOAHEHMA

3 mecAaua




