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JIo3aHHCKMe y4eHble OOHapy>Xuam HoBoe
reHeTu4deckoe 3abonesaHume | Les
chercheurs lausannois ont découvert
une nouvelle maladie génétique
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FeHeTnkn JlozaHHCKoro yHusepcuteTa (UNIL) BbIASCHUAM NPUYNHY pefoKoro n paHee
Hen3BeCTHOro CMHApPoOMa.
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Les généticiens de I'Université de Lausanne (UNIL) ont déterminé la cause d'un syndrome
rare et jusqu’alors inconnu.

Les chercheurs lausannois ont découvert une nouvelle maladie génétique

CTPYKTYpYy 4eN0BEYECKOro reHoMa 4aCTo CPaBHMBAKOT C OFPOMHbIM U C/TIOXKHbIM TEKCTOM:
OH HacyuUThLIBaeT boslee Tpex MUINAPA0B «ByKB», U TpebyeTcs HeMasio 3HaHUI U
BpeMeHU, 4Tobbl X «npo4ynTaTb». HanTu B 3TOM NpakTn4yeckm 6eCKOHEYHOM MHO)XXECTBEe
Te hparMeHTbl, B KOTOPbIX MPOU30LLJIa MOJIOMKA, MOYTU TaK »XKe CJI0XKHO, KaK U OTbICKaTb
WUrosKy B CTOre CeHa.

Ewe naTb neT HasaA, YTobbl BbIABUTb BO3MOXXHble r€HETUYECKME MaToNIOrMn N COCTaBUTb
MOJIHYI0 KapTUHY, Y4eHbIM Heobxoanmo 6b1s10 n3yvaTb U cpaBHUBaTb OHK MHOrmnx
npencTaBMTeNen ooHoM ceMbn. Ho ceronHs, 6naronaps nocnegHUM AOCTUXKEHUSM HayKW,
3TO MOXXHO cAenaTb bbiCcTpee 1 aeweBne: 4OCTaTOYHO NPOBECTU NCCIeA0BaHNS FreHOMOB
60/1bHOr0 YesI0BEKA U ero poauTenei.

Peyb npgert o Taknx MeTogax HOBOIro MOKOJIEHNS, KaK BbICOKOCKOPOCTHOE (1n
BbICOKO3(h(HEKTUBHOE) CEKBEHNPOBAHME, C MOMOLLbID KOTOPOro MOXXHO OJHOBPEMEHHO
«MPOYNTaTb» Cpaly HECKOJIbKO yHaCTKOB reHoMa. Kak obbsacHAeT gupekTop
MHTEerpaTmMBHOIO LEeHTpa reHOMUKM J103aHHCKOro yHuBepcuTeTa AnekcaHap PemMoH, aToT
crnocob No3BossSieT C TOYHOCTbIO onpeaennTb YacTu AHK, oTBevatowme 3a Kakoe-nmbo
3aboneBaHue, N AMarHOCTMPOBaATbL €ro.

MpuMeHnB 3TOT MeTOA, rpynna uccnegosaTtesien Nnoa pyKkoBoaCcTBOM npogeccopa PerMoHa
CMOr/1a BbIACHUTb MPUYNHY BOSHUKHOBEHUSA PeAKOro reHeTU4eCKOoro Hegyra, KoTopbli
XapaKTepusyeTcsa Cepbe3HbIMN BPOXKAEHHbLIMU LiepebpasibHbIMN HAPYLLUEHUAMMN.
3abosieBaHMe NONYy4YNSI0 Ha3BaHNe cuHapomMa Ankypana-KylinHcKac - B 4eCcTb apabckoro un
JINTOBCKOrO KJAVHNLUWNCTOB, KOTOpPble NepBbiMM 06paTnin BHUMaAHMNE Ha XapaKTepHble
CUMMTOMbI U OMUCaIN UX.

MoCKONIbKY CUHAPOM BCTPEYAEeTCa KpalHe peako, nccnenoBaTensm M3 JIo3aHHbI NPULLIOCH
TECHO COTPYyAHMNYaTb C KOJIJIEFraMun N3 Opyrux cTpaH M UCKaTb NauneHToB ByKBasibHO Mo
BCEMY MUpY. B 3TOM UM nomorana mMexxagyHapoaHas rnpodeccruoHanbHas oHNalH-
nnaTgopma Ons reHeTukos GeneMatcher.

MNepBon cTana ceMbs U3 JINTBbI, B KOTOPON ABa pebeHka cTpagatoT oT 3Toro 3aboneBaHus.
Y4yeHble CEKBEHMPOBaIM FrEHOMbI AeTen U UX poauTesien, CpaBHUAM pe3ysbTaTbl C
NeCATKaMU TbICAY Fr€eHOMOB 310POBbIX JIIOAEN N BbISICHUN, YTO K BO3HUKHOBEHUIO
natosiorum npusoaaT MyTtauum reHa KIAA1109.

Ha Bonpoc, aonsa 4yero Hy>keH KIAA1109, reHeTUKM NOKa He MOryT OTBETUTb. MI3BeCTHO
TOJIbKO TO, 4TO 3TOT F€H COAEPXKUT UHOPMaLnto, HeobxoaAnMyto A1 MPON3BOACTBA
rnpoTenHa, N MPUCYTCTBYET He TOJIbKO Y YesioBeKa, HO TaKXXe Y MHOMMX BUOOB XXUBOTHbIX,
HanpuMep, y Mbilien, Myx Apo3odun n poelb gaHmno-pepuo.

Bcero B nccnenoBaHunsax npuHuManun yd4actue 13 yenosek n3 Caygosckon Apasuu,
BenunkobputaHumn, Anxunpa, TyHuca, CLUA, CuHranypa v JinTtebl. [NpoaHann3nposas X
OHK, y4eHble COCTaBUIN KIMHNYECKYIO KapTUHY BPOXXAEHHOM NAaTONOr MK, KOTopas
OT/IM4aeTCa cneayrwmmm cuMmnToMamMn: pebeHoK He MOXXeT XOAUTb U FOBOPUTbL, CTpagaeT
apTPOrpuUno3oM, pUrngHOCTbIO CYCTaBOB U KOCOJ1AMoCTbi0. B caMbIX Ts)KenbIX Ciydaax



3aboneBaHune npunBoaOnNT K rmnbenu nnona nnu HOBOPOXOEHHOIO.

ObbI4HO, KOorga npu4nHa 6one3Hn ycTaHOBJIEHA, TO MOSABASETCHA Hagexaa, 4To byaet
HanpeHo ee nevyeHne. OQHaKO B MHTepBbIO canTy Le Temps npodeccop PenMoH ¢
coXKaJleHneM OTMeTWJ1, YTO CYUTAEeT MaJIOBEPOATHbLIM, YTO 3Ty BONe3Hb MOXHO byneT
BblJlIe4nTb. TeM He MeHee, 6narogaps OTKPbITUIO «MNOJIOMAaHHOro» reHa, byayuine
poouTenn CMoryT NPoBeCTU NpeHaTasIbHbI FeHETUYECKNI TECT U BbIACHUTb BEPOATHOCTb
BO3HWKHOBEHUNSA 3TOr0 CMHApoMa y pebeHka.

NMprMeYyaTeslbHO, 4HTO COBMECTHbIE UCCNea0BaHUSA N03aHHCKNUX U JINTOBCKUX CNELNaancToB
rHaHCMpPOBaNMCh 3a CYET NepBOro Muaanapaa paHKoB, KOTopbin LLBenyapus Belaenmna
B Ka4yeCcTBe NMoMOLLM BOCTOYHO-EBPONENCKMUM CTPaHaM nocae ux BCTynieHnsa B EBpocoto3 B
2004 ropny.

PesynbTaTbl NaTUNEeTHEN paboTbl reHeTUKOoB Oblnn onNybIMKOBaHbI B SHBAPCKOM HOMepe
Hay4Horo xypHasa «American Journal of Human Genetics». CnenyoLias Luenb y4eHbIX -
nogpobHee n3yunTb ponab reHa KIAA1109, KOTOpbIN Yy HOCUTENen CMHApoMa ANKypamns-
KywmnHCKac «cioMaH» n paboTaeT HenpaBubHO.
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