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KpaTKas
nHpopmauma o
3aboneBaHun

MoAroToBUTENbHbLIN 3Tan NPEMMNIAHTALNMOHHOM ANArHOCTUKN MOHOreHHoro 3aboseBaHuA
(NpeMmnaaHTaLMOHHOIO reHeTUYECKOro TECTUPOBAHNS MOHOreHHoro 3abonesanus — MNIMT-
M) MOKeT BbINOJIHATLCA B OTHOWEHUM N0bOM reHHon 6one3Hn (MyKOBUCLMOS,
MYKOMO/IMCaxapuaos3, CnuHanbHaa amuotpodmsa wn aApyrue) AnA cembM, npollealleit
MeANKO-TeHETUYECKOE KOHCY/IbTUPOBAHME W MOJIyYMBLUEN 3aKNOYEHWE Bpaya-TeHEeTUKa O
HaZIMYMK MOKa3aHUI U BO3MOMKHOCTU ans nposegeHua MIT-M. MNMokasaHmem gna MIT-M
CNYXKUT BbICOKMIN PUCK TAXKENOro MOHOTreHHoro 3abosieBaHmA, a YCI0BUAMU — BbliB/IEHHAA
myTauma  (MmyTauMm) B cemMbe, OTBETCTBEHHble 3a 3aboneBaHWe, OTCYTCTBUE
NPOTUBOMOKa3aHMM K orpaHmdeHMn ana SKO, a TakXe Haanuume TexXHUYEeCKUx
BO3MOYHOCTEM B OTHOLLIEHUN KOHKPETHOro 3a60/1eBaHNS U KOHKPETHOMN CEMbM.

MoAaroToBUTENbHbLIN 3TaN C NOJIHON Pa3pPaboTKOM CUCTEMbI TECTUPOBAHMUA BbIMOMHAETCA B
TeX caydyasx, Korga ana 3abosneBaHMs M mMyTaumu (NaToOreHHoOro BapuaHTa) cucTema
TectupoBaHma B HUU mepuUMHCKOM reHeTMKM He Gblna pa3paboTaHa paHee. B atom
cny4ae npoBoAMTCA Noadbop cUCTEMbl TECTUPOBAHUA MyTaumu (MyTauuii), NOAXOAALLMX
ONA aHaNM3a eAMHUYHbIX KNEeTOK ambpuoHa, noabop AHK-mapkepoBs, ¢naHKMpyHOLWMX
MyTauMio, MPOM3BOAUTCA 3aKa3 HeobXoAMMbIX pPacxoAHblXx maTtepuanoB. Cuctema

TECTUPYETCA N BaIMOANPYETCA HAa €AUNHUYHDIX KNETKaX.

MHbopmauma o Tex reHax M MmyTauuax, A4 KOTOpbIXx pa3paboTaHbl CUCTEMBI
NPeMMnAaHTaUMOHHOro TecTUpoBaHUA, byaeT pasmellatbea Ha cate HUU meanumHcKol
reHeTUKu.

B cnyyae, ecnuM nnaHMpyetca NPeMMNAaHTaUMOHHas AMarHOCTUKA [ABYX MOHOTeHHbIX
3ab0/s1€BaHNM, TO MeANUMHCKasA ycayra byget B cebs BKaoYaTb ABa NOATOTOBUTE/IbHbIX
aTana.

Mpw nnaHuposaHuu MIT-M noAroToBUTE/bHLIA 3Tan ABAAETCA NepBblM, HEOOXOAMMbIM
sTanom obcnenoBaHMA CynpyXeckon napbl. [lo OKOHYaHWA MNOArOTOBUTE/IbHOFO 3Tana
Cynpyeckasa napa He BCTynaeT B seuyebHblin uukn KO, B KOTOPOM NaaHUpyeTcA
nposegeHue MIMT-M.

MNepeyeHb
nccneayemblx reHos,
MyTaumi

B xoA4e moArotoBUTENbHOrO 3Tamna MPOBOAUTCA Nogbop M aHanAm3 noanmmopdHblx OHK-
MapKepoB, CUENNEHHbIX C MyTaumei U Bbibop MHGOPMATUBHbLIX (NOA6OP MapKepoB ANA
KocBeHHoM [AHK-gmarHocTMku). B HacToswee Bpems B HUWM meaMUMHCKOW TeHETUKM
NPUMEHSIOTCA, NPEUMYLLLECTBEHHO, MapKepbl, NpeacTasasowme cobont STR (Short Tandem
Repeats). MyTauma nposepsieTca Ha Bcex 0bpasuax 4IeHOB CEMbM.

NHbopmaLms o
MeToze.
TpeboBaHue K
maTepuany

NccnepnoBaHue BbINOMHAETCA, NpeumMyliecTBeHHo, metogom MLUP (aByx-payHAHOW uan B
COYETaHMM C MNOJSIHOreHOMHOM amnandukaumeit). Ana aHannsa MyTauMmM B COYETAHUM C
MUP wncnonb3syetcA pPecTPUKLUMOHHBIA aHanu3s wuamM  ¢parmeHTHbId  aHanus, naubo
CeKBeHWpoBaHMe (B 3aBMCMMOCTM OT MyTaumu). [NA KOCBEHHOW AMArHOCTUKMU
npumeHaeTca GparMeHTHbIM aHaNm3.

[na BbINONHEHMA aHa/M3a MCNoAb3yeTca OMoNorMyecknin matepuan oboux Cynpyros,
aeteit u/wnan poautenei. B 3aBMCMMOCTM OT 3a60s1eBaHUA MOrYT 6biTb MpUB/AEYEHbI U
Apyrme  uyneHbl CembM, 4YTO oOnpeaenseTca B  XoAe  MeAMKO-TeHeTUYeCcKoro
KOHCY/IbTUPOBAHUA Npu naaHuposaHum MIT-M.

B KauecTBe 6Monornyeckoro maTtepuana Tpe6yeTCH:




KPOBb, B3ATas M3 NOKTEBOMN BeHbl B NpobupKy ¢ IATA B Konnyectse 4-6 mn. KpoBb bepeTtca
He3aBMCMMO OT NpUema MULLLX.

an HEBO3MOXHOCTU UIN orpaHquHMﬁ NoO B3ATUIO KPOBU MOXKET 6bITb MCMNO/Ib30BaHbI
Takune 06pa3u,b| KaK BbICyLlEeHHbIE NATHA KPOBU UTN 6YKKaﬂbelﬁ anuUTeNnn.

B HEKOTOPbIX C/Ty4anx MOKeT NoTpeboBaTbCA IAKYNAT Cynpyra.

CpOK BbINOAHEHMA

3 mecaua




