Pa3paboTtaHa TexHoNIOrMs npeMMnJIaHTaLLMOHHOro
reHeTU4eCKoro TeCTUpoBaHMA MyKOBUCLMA03a

ToMCKMe reHeTuKn paspaboTann naHenb TreHeTUYEeCKNX MapKepos,
NO3BONIAIOLWLYIO BbISBUTb TSAXKeN0e HacneactBeHHoe 3aboneBaHme ewe Ao
HaCTyrnJeHus bepemMeHHOCTN, npw rnposeneHun npouenypsbl
SKCTpaKoprnopasibHOro onaogoTesopeHus (3K0O).

- MpenMnaaHTaunoOHHOE reHeTnyeckoe TectupoBaHume (MIT) MOXXeT NOMOYb
CEMbSIM, B KOTOPbIX CYNpyrn ABAAKTCA HOCATENAMU MYKOBUCLULO03Q,
3anjlaHMpoBaTb GepeMeHHOCTb U POAUTb 340pPOBOro pebeHka, - ropopuT
3aBeayolas rpynnon npenMnaaHTauMoHHOro reHeTU4YecKoro
TecTupoBaHna Mepuko-reHeTnyeckoro ueHTpa (FeHeTMYeCKON KIIMHUKN)
HAN mMeovumHcKon reHeTukn Tomckoro HWML, Bpayd nabopaTopHbIn
reHeTK Mapusa CkneuMoBa.

PaHbwe B TakoMm cuTyaumn Obinla [OOCTYNMHaA TOJIbKO MpeHaTasbHas
ONArHOCTMKa, Korga TeCcTMpOBaHMe nsioAa MpPOBOAWMIOCH BO BPEMS YxXe
HacTynuewen 6epeMeHHOCTU. B cCiy4yae BbISABJIEHUA MNATONOMTMN CEMbW
CTasIKUBasNCb C TsKenbiM BbiIbOpoM: npepBaTb 6epeMEHHOCTb WA POaAUTb
Ta>Xeno 6onbHOro pebeHka.

- MpenmMmnnaHTaunoOHHOE TeCcTupoBaHME nofpasymMeBaeT WUCMNOJib30OBaHUeE
BCNOMOraTe/ibHbIX PEnPOAYKTUBHbLIX TexHonornn. CemMbs BCTynaeT B LUK
9KO, 3aTeM reHeTUKaMm TECTUPYETCHA KaKabl U3 Noay4YeHHbIX SMOPNOHOB.
TecTnpoBaHne MOXHO MPOBECTM He TOJIbKO Ha MYKOBMUCUMAO3, HO W Ha
apyrue Taxenole 3aboneBaHns, Hacnenyemblie B CEMbE, - FOBOPUT r1aBHbIN
Bpady Mepaunko-reHeTnyeckoro ueHtpa (FeHeTnyeckonm KAMHUKKM) HUWU
MeONUMHCKON reHeTukn Tomckoro HUMLU, kaHpg. mepn. Hayk lFynbHapa
CeuToOBa.

Mpwn 3ToM, MO ee csoBaM, NMpouecc He orpaHnydeH ogHUM umksaom I3KO. lMNpun
HeobXo4UMOCTN CEMbSA MOXKET MPONTU HECKOJIbKO TaKUX LNKIOB.

MeToguKka O6bina paspaboTaHa KOMNEKTUBOM Y4YEHbIX W Bpayen,
npencTtasutenen eHeTnyeckonm KAUHUKN U HUN mMeOonuMHCKON reHeTuKun
Tomckoro HWML: B paboTe npuHUMann y4yacTue COTPYAHWUKW Trpynnb
NpenMnaaHTaLNOHHON reHeTU4YeCcKoro TecTupoBaHusa: brnonor, kaHa. 6uon.
Hayk EneHa ConoBbeBa 1 Bpay-nabopaTtopHbil reHeTuk Mapus
CknenmMmoBa; O-p Med. Hayk Jlapumca MuHawnuveBa, Bpa4y TepanesBT AHHA
AracdoHoBa, Bpa4 neavaTp Banepua [eTpoBa, pykoBoAUTENb
nabopatopun HacneaoCTBEeHHOW naTosnoruu, nO-p Men. Hayk, npod.
JiopMuna HasapeHKo U pykoBoauTesnb nabopaTopum reHOMUKU
opdaHHbIX bonesHen, kaHa. Men. Hayk Hukonam CKpaGuH.

PaboTa Hag TexHosormen Havasnlacb HECKOJIbKO JNeT Hasad. CneunanucThl
OTMEYaloT, 4YTO NpeuMMnaaHTauMoOHHOE TeCTUPOBAHME Ha MYKOBUCLMOO3
NPOBOAUNTCA B HEKOTOPbLIX KJMHUKAX MUpa, OJHAKO [0 CEerofHsILUHEero AOHS
He OblI0 eAuHOW NaHenn MapkepoB U Kaxpas nabopaTtopus
CaMOCTOSITeNIbHO BblIOBMpana mMeTodbl ANs AOMAarHOCTUKKM 3aboneBaHus.
ToMCKMe y4eHble K Bpavu paspaboTanm oOLWIMPHYID MNaHesb MapKepos,



NO3BOJIAIOLLYI0 MCMOJIb30BaTb AOCTATOYHO TOYHbLIA N YHUPULMPOBAHHDLIN
noaxon K TeCTUPOBAHMIO MyKOBUCLUMAO3a Ha 3MOpMOHaNbHOWM CTaauwn.
Pe3ynbTaTbl uUcCCnenoBaHUsi ornybnnMkKoBaHbl B >XypHase «MeauuMHCKas
reHeTuka».

e MyKOBUCLMAOO3 - TsXKeNioe HacnencTtseHHoe 3aboneBaHue, npu
KOTOPOM HapyLlaeTcs paboTa BCEX xenes BHELLHeN
cekpeuun. Hanbonee 4YacTble ero TpPOSIBJIEHUS - JIerOYHble WU

KulieYvHble. JlIeroyHble NposiBieHNs - 3To obpa3oBaHMe rycTon, BA3KOM
CNIM3K B NEerkux, KoTopyl pebeHOK He MOXKEeT OoTKaluiMBaTb. Takue
NnauMeHTbl  CKJIOHHbl K  OpOHXMTaM, TMHEBMOHUSM W  4acTo
NHMEKLIMOHHOE MOpPa)KeHNe CTaHOBUTCHA ANA HUX daTanbHbIM. [lpun
KULLIEYHON (popMe HapyLlaeTCsl yCBOEHME NMUTaTesIbHbIX BEWecTB, Tak
KaK CTpagaeT noa)kesnyaovyHas »kenesa, He BblpabaTbiBaloTCcsA ee
hbepMeHTbI, KOTOPbIE MPUHUMAIOT y4acTue B NULLIEBAPEHNN.

Mony4ynTb  OONOJIHUTENIbHYIO  UH(pOPMaUUIO  MOXHO MO  TenegoHy
perncTpaTypbl reHeTNYeCcKon KANHNKN +7(3822) 53-05-37 nnn obpaTtuTbCs
MO /1IEKTPOHHON MoYyTe:

KoHcynbTuMpoBaHme no Bonpocam [T ocyuwecTBndeT Bpay-reHeTuK,
0.M.H. MnHan4deBa Jlapuca iBaHoOBHa.



