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chercheurs lausannois ont découvert
une nouvelle maladie génétique
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eHeTukn Jlo3aHHCKOro yHusepcuteTa (UNIL) BbIACHWIN NPUYNHY PeaoKoro n paHee
Hen3BeCTHOro cMHApoMa.

Les généticiens de I'Université de Lausanne (UNIL) ont déterminé la cause d’un syndrome
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rare et jusqu’alors inconnu.
Les chercheurs lausannois ont découvert une nouvelle maladie génétique

CTPYKTYpYy 4eN10BEYECKOro reHoMa 4aCTo CPaBHMBAKOT C OFPOMHbIM U C/TIOXKHbIM TEKCTOM:
OH HacyuUTbIBaeT 6osiee Tpex MUINApAoB «BykB», U TpebyeTcs HeMaso 3HaHUI ”
BpeMeHU, 4Tobbl X «npo4ynTaTb». HanTn B 3TOM NpakTn4yeckm 6eCKOHEYHOM MHO)XXECTBe
Te hparMeHTbl, B KOTOPbIX MPOU30LLJIa MOJIOMKA, MOYTU TaK »XXe C/I0XKHO, KaK U OTbICKaTb
WUroNkKy B CTOre ceHa.

Ewe naTb neT Ha3aA, YTobbl BbIABUTb BO3MOXXHblEe r€HETUYECKME MaToNIOrMN N COCTaBUTb
MOJIHYI0 KapTUHY, Y4eHbIM Heobxoanmo 6b1s10 n3yvaTb U cpaBHUBaTh OHK MHOrmnx
npencTaBMTENEen oaHOM ceMbn. Ho ceronHs, 6naronaps nocnegHUM AOCTUXKEHUSM HayKW,
3TO MOXXHO cAenaThb bbiCTpee 1 aelwleBne: 4OCTaTOYHO NPOBECTU NCC/IeA0BaHNS FreHOMOB
60/1bHOr0 YesI0BEKA U €ro poanTene.

Peyb npgeTt o Taknx MeTogax HOBOIro MOKOJIEHUS, KaK BbICOKOCKOPOCTHOE (Mn
BbICOKOI(h(HEKTUBHOE) CEKBEHNPOBAHME, C MOMOLLbID KOTOPOro MOXXHO OLHOBPEMEHHO
«MNpPOYMTaTb» CPa3ly HECKOJIbKO YHAaCTKOB reHoMa. Kak ob6bacCHAeT gupekTop
MHTEerpaTMBHOIO LEeHTpa reHOMUKM J103aHHCKOIro yHuBepcmuTeTa AnekcaHap PeMmMoH, aToT
crnocob No3BonsSeT C TOYHOCTbIO onpeaennTb YacTu AHK, oTBevatowme 3a Kakoe-nmbo
3aboneBaHue, N AMarHOCTMPOBaATbL €ro.

NMpuMeHnB 3TOT MeTo, rpynna nccaegosaTesnen nog pykosoacTBoM npodeccopa PermMoHa
CMOrJ1a BbIACHUTb MPUYNHY BO3SHUKHOBEHNA PeoKOro reHeTU4YeCKoro Heagyra, KOTopbIn
XapaKTepuslyeTcsa Ccepbe3HbIMN BPOXKAEHHbLIMU LiepebpasibHbIMN HaPYLLUEHUAMMN.
3aboneBaHme NONYy4YNI0 Ha3BaHMe cuHOapoMa Ankypana-KylunHcKac - B 4eCcTb apabckoro un
JINTOBCKOrO KJAMHNLUWNCTOB, KOTOPble NepBbiMM 06paTn/in BHUMaAHNE Ha XapaKTepHble
CUMNTOMbI U ONUCaNN NX.

MOCKONIbKY CUHAPOM BCTPEYAETCSA KpalHe peako, nccnenoBaTensm M3 JIo3aHHbI NPULLIOCH
TECHO COTPYyAHMNYaTb C KOJIJIEFraMun N3 OpYyrux CTpaH M UCKaTb NauneHToB ByKBasibHO Mo
BCEMY MUpyY. B 3TOM UM nomorana mMexxagyHapoaHas rnpodeccruoHanbHas OHNalH-
nnaTgopma Ans reHeTukos GeneMatcher.

MNepBown cTana ceMbs U3 JINTBbI, B KOTOPOM ABa pebeHka cTpanatoT oT 3Toro 3aboneBaHus.
Y4yeHble CEKBEHMPOBAJIM FEHOMbI AeTen U UxX poauTesien, CpaBHUAM pe3ynbTaTbl C
NeCATKaMU TbICAY T€HOMOB 310POBbIX JIIOA4EN N BbISCHUIN, YTO K BO3HUKHOBEHUIO
natosiorum npuBoasaT MmyTtauum reHa KIAA1109.

Ha Bonpoc, onsa 4ero HyxeH KIAA1109, reHeTuKn noka He MOryT OTBEeTUTb. I3BeCTHO
TOJIbKO TO, 4TO 3TOT reH CoAepXUT NHPOopMaLmno, HeobxoaMMyto Ana NPON3BOACTBa
npoTenHa, N NPUCYTCTBYET He TOJIbKO Y YeJ/I0OBEeKa, HO TakKXe Y MHOMMX BUAOB XXUBOTHbIX,
HanpumMep, y Mbllwen, Myx gpo3odun n pelb gaHno-pepuo.

Bcero B nccnenoBaHunsax npuHuManm yd4actue 13 yenosek n3 Caygosckon Apasuu,
BenunkobputaHuun, Anxunpa, TyHuca, CLUA, CuHranypa v JInTtebl. lNpoaHann3nposas mnx
OHK, y4yeHble COCTaBUAMN KIMHNYECKYIO KapTUHY BPOXXAEHHOM NAaTONOr MK, KOTopas
OoT/QIM4aeTCa cneayrwmmm cuMmnToMamMn: pebeHoK He MOXXeT XOAUTb U FOBOPUTbL, CTpagaeT
apTPOrpuUno3oM, pUrngHOCTbIO CYCTaBOB U KOCOJ1AMoCTbIO. B caMbIX TS)KenbIX Clydaax
3aboneBaHue NpmMBOAUT K rmbenn nnoga nam HOBOPOXKAEHHOIO.

O6bI4HO, KOrga NMPMYNHa bonesHun YCTaHOBJIEHa, TO NOoABJIAETCA Hagexmnga, 4To 6y,ueT



HangeHo ee nevyeHne. OQHaKO B MHTepBbIO canTy Le Temps npodeccop PenMoH ¢
coXKaJleHneM OTMeTWJ1, YTO CYUTAEeT MaJIOBEPOATHbLIM, YTO 3Ty BONEe3Hb MOXHO byaeT
BblJlIe4nTb. TeM He MeHee, Bnarogaps OTKPbITUIO «MNOJIOMAaHHOro» reHa, byayuine
poouTenn CMoryT NPoBeCTU NpeHaTasIbHbI FeHETUYECKNI TECT U BbIACHUTb BEPOATHOCTb
BO3HWKHOBEHMNSA 3TOr0 cMHApoMa y pebeHka.

MNpyMeYaTeNbHO, YTO COBMECTHbIE UCCNe0BaHUS JI03aHHCKUX U JIMTOBCKUX CNeunaancTos
hnHaHCMpoBanMChb 3a cHeT NepBoro MuaMapaa ppaHkos, KOTopbln LLBenuapusa Bolgennnia
B Ka4yeCcTBe NOMOLLM BOCTOYHO-eBPOMNENCKUM CTpaHaM nocsie ux BCTynsaeHns B EBpocoios B
2004 ropy.

Pe3synbTaTbl NaTUNEeTHEN paboThl reHeTUKoB Obln onNybIMKOBaHbI B SHBAPCKOM HOMepe
Hay4Horo xypHasa «American Journal of Human Genetics». CneayoLas Lueb y4eHbIX -
nogpobHee n3y4nTb posb reHa KIAA1109, KOTopbIn y HOCUTENen cCuHApoMa AnKypans-
KylwnHckac «cnoMaH» n pabotaeT HenpaBubHO.
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