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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
NPOTUBOMOKa3aHU M orpaHnyeHnin ana KO, HanmMumMe TeXHUYECKUX BO3MOXKHOCTEN B
OTHOLLEHUM KOHKPETHOTo 3a60NeBaHNS U KOHKPETHOM CEMbBMU.

MoAroToBUTENbHbLIN 3Tan C TOTOBOW CUCTEMOM TECTUPOBAHWUA BbIMOHAETCA B TEX Cay4dasx,
Koraa ana 3abonesaHWs M myTauuu (naToreHHOro BapwaHTa) cucTeMa TecTUpOBaHUA B

HUN mepuuUMHCKOM reHeTUKM paspaboTaHa, NpPOTecTMpoBaHa M BaAUMAMPOBAHA Ha
eANHUYHbIX KNeTKax.

MnaHnpyeTcs, 4TOo MHPOPMaLMA O Tex reHax WM MyTaumsax, ONA KOTOPbIX pa3paboTaHbl
CUCTEMbBI MPEMMMNAHTALMOHHOIO TECTUPOBaHMA, OyaeT pa3mellatbcA Ha caite HUU
MeONLMHCKON reHeTUKMN.

B cnydae, ecnn nnaHupyeTcA NpevMMnAaHTauMOHHAA AMArHOCTUKa ABYX MOHOTEeHHbIX
3a6OI'IEBaHMl7I, TO MeANUUNHCKaA ycayra 6yLI,ET B ceba BKAOYaATb ABa NoArotoBUTENbHbIX
3Tana.

Mpu nnaHnposaHum MIT-M noAroToBUTE/NIbHLIN 3Tan ABAAETCA NepBbiM, HEOHXOANUMbBIM
aTanom obcnepoBaHMA cynpyKeckon napbl. [lo OKOHYaHMA MNOArOTOBMTENIbHOIO 3Tana
CynpyKeckaa napa He BCTynaeT B ne4yebHbit uukn KO, B KOTOpOM naaHMpyeTcs
nposegeHue MIMT-M.

MNepeyeHb
nccnegyemblix reHos,
MyTaumi

B xoze NoOAroTOBUTENbHOrO 3Tana MPOBOAWUTCA aHanu3 noanmopéHbix AHK-mapkepos,
CUEneHHbIX C MyTaumeln n Bbibop MHPOPMATUBHBIX (NOABOP MapKepoB ANA KOCBEHHOW
OHK-anarHoctnkm). Mpu HeJOCTaTOYHOM ymncie MHOOPMATUMBHBLIX MAPKEPOB B CEMbE,
nposoanTcA Nogbop M aHaAU3 AONONAHUTENbHbLIX MapKepoB. B HacTosAwee Bpemsa B HUU
MEANUNHCKON TEHETUKM MPUMEHAIOTCA, NPEMMYLLLECTBEHHO, MapKepbl, NpeacTaBaatoLme
coboii STR (Short Tandem Repeats). MyTauma nposepaeTcs Ha Bcex obpasuax YneHoB
CeMbM.

NHbopmaLms o
meToze.
TpeboBaHue K
MaTepuany

NccnepnoBaHue BbINOMHAETCA, NpenmylecTBeHHo, metogom MNUP (aByx-payHAHOW uan B
COYETaHMM C MNOJIHOreHOMHOM amnandukaumeit). Ana aHannsa MyTauMyM B COYETAHUU C
MUP wcnonb3syetca pPecTPUKLMOHHBIA aHanu3 wuamM  ¢GparmeHTHbIM  aHanus, nnbo
CEeKBEHMpOBaHMEe (B 3aBUCMMOCTM OT MyTaumu). [1a  KOCBEHHOM AMArHOCTUKM
npumeHaeTca GparMeHTHbIM aHaNm3.

[nAa BbINONHEHMA aHafiM3a Mcnonb3yetca 6MONOrMYeckMin matepuan oboux Cynpyros,
aeteit u/unn poamutenei. B 3aBucumoctn ot 3abonesaHna moryT 6biTb NpuBAEYEHbI U
Opyrve  4sieHbl CembW, 4TO oOMnpedenseTcA B X04e  MeAWKO-TeHEeTUYEeCKOoro
KOHCYNbTUPOBaHUA Npu naaHuposaHum MNIT-M.

B KauecTBe bnonornyeckoro matepuana Tpebyerca:
KpOBb, B3ATaA U3 IOKTEBOM BeHbl B NPobMpKy ¢ 3ATA B KonmyecTtse 4-6 ma. Kposb b6epetca




He3aBMCMMO OT NpMema NULLM.
MpY HEBO3MOKHOCTU MW OrPaHUYEHUd NO B3ATUIO KPOBM MOMKET ObiTb MCMNO/b30BaAHbI
TaKkue 06pasLbl KaK BbICYLUEHHble MATHA KPOBW UAN BYKKaNbHbIA 3NUTENNNA.

B HEKOTOPbIX C/Ty4anx MOKET NoTPeboBaTLCA IAKYNAT Cynpyra.

CpOK BbIMO/ITHEHUA

2 mecaua




