HanmeHoBaHune
ycnyru

MoarotoBuTenbHbln 3tan MNIT-M (NnpeMMmnaaHTaLMOHHOTO TECTUPOBAHUA MOHOFEHHOro
3a60neBaHMA) C FOTOBOW CUCTEMOI TECTUPOBAHMS
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KpaTkaa
nHpopmauma o
3aboneBaHun

MoarotoButenbHbln 31an MIT-M MOMKeT BbINO/MHATLCA B OTHOLIEHWUM OOON TeHHOM
60n1e3HU (MYKOBMCLMO3, MYKOMOIMCaxapuao3, cCnnHaabHaa amuotpodusa n apyrue) ans
cembu, npouwegwen MeAUKO-TEHETUYECKOE  KOHCY/IbTUPOBAHME U MOJy4YUBLUEN
3aK/l0YEeHMEe Bpaya-reHeTUKa O Ha/MYMKM MOKa3aHUM M BO3MOMKHOCTU AN NMpOBeAeHuA
MrT-M. NokasaHuvem gna [MIT-M  cAyXWUT BbICOKMI PUCK TAXKENOr0 MOHOFeHHOro
3aboneBaHusA, a YCNOBUAMMU — BbIABIEHHAA MyTauma (MyTaLmn) B cEMbe, OTBETCTBEHHbIE 33
3aboneBaHne, OTCYTCTBME NPOTUBOMOKAa3aHUM U orpaHuyeHnit ana KO, Haamuue
TEXHUYECKUX BO3MOMKHOCTEM B OTHOLIEHWM KOHKPETHOro 3ab60neBaHUA U KOHKPETHOWM
ceEMbMU.

MoAroToBUTENBHbLIN 3Tan C TOTOBON CUCTEMOM TECTUPOBAHUSA BbINOJIHAETCS B TEX C/YYanAX,

Korga ana 3aboseBaHuWa M myTauumu (NaTOreHHOro BapuaHTa) cMCTeMa TeCTMPOBAHMWA B
HUN mepuUMHCKOM reHeTUKM paspaboTaHa, NpoTecTMpoBaHa M BaAMAMPOBAHA Ha
eANHUYHbIX KNeTKax.

MnaHupyeTca, YTO MHOOPMALMA O TeX reHax M MyTauusax, A8 KOTOpbIX pa3paboTaHbl
cUCTeMbl MPEMMNIAHTALMOHHOIO TecTMpPOBaHWA, byaeT pasmellatbca Ha cante HUU
MeAMULMHCKOW FeHETUKMN.

B Calydae, eCcnan nnaHmpyetTca npenmniaHTauMoHHOE TeCTUpoBaHME B OTHOWEHUU AOBYX
MOHOTE€HHDbIX 3360ﬂeBaHMl7l, TO MegUNUUMHCKaAa ycnyra 6y,D,ET B cebs BKAOUYaTb ABa
noAroToBUTE/IbHbIX 3Tana.

Mpu nnaHuposaHum MIT-M NoAroTOBUTENbHbIA 3Tan ABAAETCA MepBbiM, HEOBXOAMMbIM
sTanom o6cnefoBaHMA CynpyXeckolh napbl. [Jo OKOHYaHWA NOArOTOBUTENIbHOFO 3Tana
Cynpy)Keckaa napa He BcTynaeT B neyebHbli uukn IKO, B KOTOPOM MAaHMpyeTcA
nposegeHune MIT-M.

MNepeyveHb
nccnenyemblix reHos,
MyTauui

B xoae noarotoBMTeNbHOro 3Tana MNPOBOAWTCA aHanu3 noavmopdHbix AHK-mapKepos,
CUEeneHHbIX C MyTauuein n Bblbop MHPOPMATUBHLIX (MOAGOP MAPKEPOB A1 KOCBEHHOM
OHK-amarHoctuku). Mpu HegoctaTouHOM umcine MHOOPMATUBHLIX MapKEPOB B CEMbe,
npoBoAMTCA Nogbop M aHaNM3 AOMNOJHUTENbHbIX MapKepoB. B HacToswee Bpema B HUU
MeAMULMHCKOW FreHeTUKN NPUMEHAIOTCA, NPEUMYLLECTBEHHO, MapKepbl, NpeacTaBaAlowmMe
coboit STR (Short Tandem Repeats). MyTauus npoBepseTcs Ha Bcex obpasuax YieHoB
CeEMbMU.

NHpopmauua o
meToze.
TpeboBaHue K
matepuany

WNccnepoBaHue BbINONHAETCA, NPEMMYLLECTBEHHO, meTogom MLUP (aByx-payHaHOU van B
COYETaHUWN C MOJHOreHOMHOW amnauduKaumeirt). Ona aHanM3a MyTauumM B COMETaHUMU C
MUP wcnonb3yeTca PECTPUKLMOHHbLIA aHanAM3 MAM  GparMeHTHbIA aHanus, anbo
CEeKBEHMpoBaHMEe (B 3aBUMCMMOCTM OT MyTauuu). [NA  KOCBEHHOW [AMAarHOCTMKM
npMMeHseTca GparMeHTHbIA aHanus.

[Ona BbINONHEHMA aHafAM3a MCNosb3yeTca OGMONOTMYECcKMit maTepuan oboux Cynpyros,
aeteit u/unn poauteneit. B 3aBucumoct oT 3aboneBaHUA MoryT 6biTb MPUBAEYEHbBI U
Apyrme uyneHbl cembM, 4YTO oOnNpeaenseTcA B XoA4e  MeAUKO-TeHeTUYeCcKoro
KOHCYNbTUPOBAHUA Npu NaaHuposaHum MNIT-M.

B KauecTBe 6MON0rMYECKOro maTtepuana Tpe6yeTca:

- KPOBb, B3fTaA M3 JIOKTEBOW BeHbl B Npobupky ¢ IATA B Konmdectse 4-6 mn. Kposb




6epeTcn He3aBUCUMO OT Npmema nuwun.

MpX HEBO3MOXKHOCTM MAM OFPaHUYEHUIt MO B3ATUIO KPOBWU MOXKET ObiTb MCMONb30BaHbI
Takune obpasubl KaK BbICyLIEHHbIE MATHA KPOBU MAM BYKKaAIbHbIN 3NUTENNNA.

B HEKOTOpPbIX CIy4anax MoXKeT NoTpeboBaTbCA IAKYNAT cynpyra.

CpOK BbINO/IHEHMA

2 mecaua




