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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 € YaCTUYHOM Pa3paboTKON CUCTEMbI TECTUPOBAHUSA BbIMOJIHAETCA

B TeX C/ay4anax, Koraa Ana 3abonesaHuAa M mMyTaumm (NaToreHHoOro BapuaHTa) cucTema
TecTupoBaHus 3abonesaHna B HUU meamuMHCKOM reHeTUKn 6blna pa3paboTaHa paHee,
OZIHAKO AN CeMbM XapaKTepHbl Apyrue mytauuu. B atom cnydae nposoautcs noabdop
CUCTEMbI TECTMPOBaHMA MyTauuu (MyTauuii), NOAXOAAWMX ANA aHaNM3a eAUMHUYHbIX
KNEeToK aMbBpMOHa, NPON3BOAMUTCA 3aKa3 HEOBXOAMMBbIX PAcXOA4HbIX MaTepuanos. Cuctema
TecTUpyeTca M BaMANPYETCA Ha eAUHMYHBIX KNeTKax.

MnaHunpyeTcs, 4To MHPOPMaLMA O Tex reHax WU MyTaumax, ANA KOTOPbIX paspaboTaHbl
CUCTEMbI MPEMMMNAHTALMOHHOIO TECTMPOBaHMA, byaeT pasmellatbcA Ha caiTe HUU
MeAULMHCKOMN reHeTUKM.

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 MAaHUpyeTcs
nposegeHue MIMT-M.

MNepeyeHb
nccneayemblx reHos,
MyTaumi

B xope noAroToBWUTENIbHOrO 3Tamna NpPoBOAUTCA aHanv3 noanmopdHbix AHK-mapkepos,
CUEnIeHHbIX ¢ MyTaumeln n Bbibop MHPOPMATUBHBIX (NOABOP MapKepoB ANA KOCBEHHOW
OHK-anarHoctnkm). Mpu HeJoCTaTOYHOM ymncie MHOOPMATUBHbBIX MAPKEPOB B CEMbE,
NpoBOAUTCA U aHain3 AONOJIHUTENbHbIX MapKepoB. B HactoAwee Bpema B HUU
MEANUNHCKON TeHETUKM MPUMEHAIOTCS, NPEUMYLLLECTBEHHO, MAapPKepbl, NpeacTaBaaoLme
coboii STR (Short Tandem Repeats). MyTauma nposepaeTcs Ha Bcex obpasuax YneHoB
cembM.

NHdopmaums o
meTtoae.
TpeboBaHue K
martepuany

WccnenoBaHWe BbINOMHAETCA, NpenmyLlecTBeHHo, meTtogom MUP (aByx-payHAHON wuav B
COYETaHUU C MONHOreHOMHOW amnandoukaumen). [na aHanMsa MyTaumm B COYETAHUM C
MUP wcnonb3yeTca pPeCcTPUKLMOHHBIM aHanM3 WA  parmMeHTHbIM  aHanus, anbo
CEeKBEHMpOBaHWEe (B 3aBMUCMMOCTM OT MyTauuu). [1a  KOCBEHHOM AMArHOCTUKM
npumeHsaeTca GparmMmeHTHbIA aHaNus.

Ona BbinonHeHWA aHaau3a ncnonb3yeTca 6uonornyeckuit maTtepnan obounx Cynpyros,
p,eTeﬁ M/VI}'IVI pO,CI,MTe}'Ief;I. B 3aBucuMmoctv oT 3abonesaHus MoryT 6bITb npuseaeyvyeHbl n
apyrue Y/1EHbI cemMbn, 4yTO onpeaenaeTca B xoae MeagunKo-reHeTn4ecCKkoro




KOHCY/IbTUPOBAHUA NpU naaHmMposaHum MIT-M.
B KauecTse Buonornyeckoro matepumana Tpebyertca:

KpOBb, B3iTan U3 IOKTEBOM BeHbI B NPobuMpKy ¢ 3ATA B KonmyecTtse 4-6 ma. Kposb b6epetca
HE3aBMCMMO OT NPMEMA MULLA.

Mpn HEBO3MOXKHOCTU WM OTPAHMYEHUI NO B3ATUIO KPOBU MOXKET OblTb MCMO/Ib30BAHbI
Takne 06pasubl KaK BbICyLIEHHbIE MATHA KPOBU UM BYKKAbHbINA 3NUTENNN.

B HEKOTOPbIX C/Ty4aAx MOXKeT NoTpeboBaTbCA IAKYAAT Cynpyra.

CpOK BbIMO/ITHEHUA

2-3 mecaua




