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KpaTkas
nHdopmaumsa o
3aboneBaHun

MoarotoButenbHblt 3tan MIT-M (NnpeMmnaaHTaUMOHHOIO TEeCTUPOBAHWS MOHOFEHHOro
3aboneBaHMA) C NOAHOM Pa3paboTKON CUCTEMbI TECTUPOBAHMA MOMKET BbIMONHATLCA B
OTHOLLIEHUN Nt0BOI reHHON 60/1e3HU (MYKOBUCLIMO3, MYKOMO/IMCaxapMaos, CnuHaabHas
amuoTpodma M apyrMe) AnAa  cembM,  npouweawen  MeguKo-TeHeTUdeckoe
KOHCYNbTUPOBaHME U MOMYYMBLUEN 3aKAOYEHME BPAYa-rEHETUKA O HANMYUKN MOKA3aHUI U
BO3MOXKHOCTM ana nposegeHus MIT-M. NMokasaHnem gns MIT-M cayKuUT BbICOKMN PUCK
TAXKEN0ro MOHOreHHOro 3abo/ieBaHNA, a YCAOBUAMM — BbiABAEHHAA MyTaumsa (MyTauum) B
cemMbe, OTBETCTBEHHbIE 3a 3abosieBaHMe, OTCYTCTBME NPOTUBOMNOKA3aHUN U OrpaHUYEHU
ana OKO, a TakKe Ha/iMume TeXHUMYECKUX BO3MOMKHOCTEM B OTHOLEHWM KOHKPETHOro
3ab0neBaHMA U KOHKPETHON CEMbM.

MoAaroToBUTENbHBIN 3Tan C NOJHOMN Pa3paboTKOM CUCTEMbI TECTUPOBAHUA BbINO/IHSAETCA B
Tex caydyasx, Korga gns 3abonesBaHus M mMyTauuu (NaTOreHHOro BapuaHTa) cUcTema
TecTupoBaHuna B8 HUU meauMUMHCKOWM reHeTUKM He bblna paspaboTaHa paHee. B sTom
cny4yae nNpoBOAMTCA NOABOP CUCTEMbI TECTUPOBAHMA MyTauuu (MyTauuid), NoaXxoAaLmX
ONA aHanu3a eAMHUYHbIX KNeToK ambpuoHa, noabop OHK-mapkepoB, ¢pnaHKMpyOWMX
MyTaumio, NPOU3BOAMUTCA 3aKa3 HeobxoAMMbIX pacxogHblXx MmaTtepuanos. Cuctema
TecTupyeTca 1 BaAiuampyeTca Ha eauMHUYHBIX KNeTKax.

MHbopmaums o Tex reHax M MyTaumax, ANA KOTopbix paspaboTaHbl CUCTEMbI
NPeMMnNIaHTaUMOHHOro TecTupoBaHua, byaeT pasmellatbes Ha caiiTe HUMU meauumHcKoi
reHeTUKU.

B Cnyydyae, eCnan naaHmpyetTca npeMmnsiaHTaulMoHHOE TeCTUpoBaHME B OTHOWEHUU ABYX
MOHOTEeHHDbIX 3360ﬂeBaHMﬁ, TO MeguUMHCKaAa ycnyra 6y,CI,ET B ceba BKAOYaTb ABa
noArotToBUTE/IbHbIX 3Tana.

Mpu nnaHuposBaHum MNIT-M noAroToBUTE/IbHbIMA 3Tan ABAAETCA NepPBbIM, HEOOXOAMMbIM
sTanom o6cnefoBaHMA CynpyKeckolh napbl. [lo OKOHYaHMA MOArOTOBMTE/NIbHOIO 3Tana
CYNpy)Keckaa napa He BCTynaeT B nevebHbli umkn KO, B KOTOPOM NaaHMpyeTcs
nposeaeHune MIMT-M.

NepeyeHb
nccnenyembix reHos,
MyTauum

B xoae noAroToBUTENbHOrO 3Tana npoBoauTca nogbop u aHanus noaumopoHbix AHK-
MapKepoB, CUEeN/IeHHbIX C MyTaumel n Bbibop MHbOpMaTUBHBIX (Noabop mapKepoB Ans
KocBeHHoM [AHK-gmarHocTMku). B Hactoswee Bpema B HUM meaguMUMHCKOM reHeTUKn
NPUMEHAIOTCA, MPEMMYLLECTBEHHO, MapKepbl, NpeacTaBasaowme cobort STR (Short Tandem
Repeats). MyTauma npoBepseTca Ha BCeX 06pasLax YNeHOB CEMbW.

NHpopmauma o
meToge.
TpeboBaHue K
maTepuany

WccnepoBaHue BbINOAHAETCA, NPEUMYLLECTBEHHO, meTogom MUP (aByx-payHAHON uau B
COYEeTaHUWN C NOAHOreHOMHOW amnaudbuKaument). Ona aHanM3a MyTauuM B COMETaHUMU C
MUP wcnonb3yeTca PECTPUKLMOHHBLIA aHanAM3 MAM  GparMeHTHbIA aHanus, Anbo
CEeKBEHMpoBaHMe (B 3aBMCMMOCTM OT MyTauum). [nNa  KOCBEHHOW [AMArHOCTUKM
nprMMmeHseTca GparMeHTHbI aHanus.

Ona BbINONHEHMA aHa/iM3a WUCNosb3yeTca GMONOTrMYECcKMit maTepuan oboux Cynpyros,
aeteit u/unn poautenei. B saBucumoct oT 3abonesaHns MoryT 6biTb MpPUBAEUYEHbI U
Apyrme  uneHbl CembM, YTO oOnpejenseTcA B  Xo4e  MeAMKO-TeHeTUYecKoro
KOHCYNbTUPOBAHUA Npu naaHuposaHum MNIT-M.

B kauecTBe 6uonornyeckoro maTepuana Tp86yeTCFIZ




- KpoBb, B3ATaA M3 /IOKTEBOW BeHbl B Npobupky ¢ ATA B Konmyectse 4-6 mn. Kposb
6epeTca He3aBMCMMO OT NPUEMa MULLIN.

MpY HEBO3MOMKHOCTU WMAM OFPAHMYEHUIN MO B3ATUIO KPOBU MOXKET ObiTb MCMO/b30BaHbI
Takue o0bpasubl KaK BbICyLIEHHbIE MNATHA KPOBU UM BYKKaNbHbIA SNUTENNIA.

B HEKOTOPbIX CAy4aax MOXKeT NoTpeboBaTbCA IAKYNAT Cynpyra.

CpOK BbINONHEHNA

3 mecaua




