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T.FO.Komapoga (4 kypc, kad. DXOM), JI.I'.Koxpeunnze (2 kypc maructpatypsl, CIIOI'Y, kad.
ouoxumun), M.}FO.Mannensiiram, 1.0.H., 101., B.H.c., ('Y HUNOM PAMH),
H.A.I'pynununa, x.6.H., H.c. ('Y HUMOM PAMH)

TIOVMICK MYTAILIMI B TEHE WDR36 Y BOJIBHBIX [NIEPBUYHOI OTKPBITOYTOJIBHOM
I''TAYKOMOU B CAHKT-IIETEPBYPI'E

CeroaHst B MUpE IJ1ayKOMOM CTpaJaroT okosio 66 mMitH. yenoBek. Yxke k 2030 rogy oxxunaercs
yBEJIMYEHUE YHclia TakuX OosibHBIX B 2 pa3a. [lo HekoTopeiM AaHHBIM B Poccum HacuuThIBaeTcs
750 ThIC. GOMBHBIX TTIAYKOMOIA.

Haubonee wactoii Qopmoill IiayKoMbl SIBISETCS IEPBUYHAS OTKPBITOYToOJibHAs TIjayKoMa
(ITOVYT). ITpu ITIOVYT y OONbHBIX OTMEYAETCs MOBBIIIEHUE BHYTPHUITIA3HOIO JaBJICHUS, Pa3BUTHE
MIPOrpeCCUpyIOLIel ONTHYECKONM HEHpONaTUU ¢ Mocienylone aTpopueil rojJoBKU 3pUTEIBHOIO
HEpBa U MOSBJICHHE TUNUYHBIX AedekroB monst 3peHus. [IOVI saBnsgercs oqHON M3 BexyluX
MIPUYMH HEYCTPAHUMOM CIENOTHI CPeay JHIl TPYAOCHOCOOHOIO BO3pacTa B Pa3BUTHIX CTpaHaX M,
HECMOTpS Ha IOCTUTHYTBHIE YCIIEXU B €€ JICUCHUHU, 0oJiee TOJIOBUHBI OOJIBHBIX MPOJIOKAIOT TEPSThH
3pUTENbHBIE PYHKIUH.

Yactora cemeitnbix popm ITOYT mo naHHBIM pa3zHbIX aBTOpoB BapbupyeT oT 21 g0 50 %, a
PUCK Pa3BUTHUS 3TOTO 3a00JI€BaHHS CPEIN MTOTOMKOB OOJIBHBIX TJIAYKOMOMW B JIECSATH Pa3 BBIIIE, YEM
CpeAHenonyIAUuoHHbI. B Teuenue amutensHoro Bpemenu ITOYI mporekaer GeccuMNTOMHO,
MOTOMY  HEOOXOJAMMO  YCOBEPIICHCTBOBAHME  METOJOB  TECTHPOBAHUS  TE€HETHYECKOU
MPEIPacHOI0KEHHOCTH K 3200JI€BaHNI0, KOTOPOE HAIPaBJICHO HA MAaKCUMAJIbHO PaHHEE BBISBICHHUE
IpyII pUCKa Pa3BUTUS TJIAyKOMBI.

CyuiecTByeT MHOIO IT€HOB, MyTallUl B KOTOPBIX MPEIpacHojaraloT K pa3BUTHIO IJIayKOMBI.
N3yuenune cemeld ¢ MHOXKecTBEHHbIMH citydasMu [IOYIT B HECKONBKUX MOKOJIEHUAX MO3BOJIUIIO
BBISIBUTH CTIEU(UUECKUE IeHbI, aCCOLMMPOBAHHBIE C PA3BUTHEM JaHHOTO 3a00JeBaHUsA. DTHU T'€HbI
noiyumin Ha3panus rena muonmnuHa (MYOC/TIGR) u rena ontuneBpuna (OPTN). Koaupyembie
9TUMHU JIOKycaMd O€JIKM MHOLMIMH W ONTHHEBPHUH BaXKHBI JJIsI HOPMAJbHOTO pa3BUTHI U
(YHKIIMOHMPOBAHUS TJ1a3a, OJTHAKO WX POJIb B MATOT€HE3€ TTIayKOMBI HEM3BECTHA.

Panee B komtekuuu JIHK Gompubix IIOYIDT Cankr-IlerepOypra ¢ mnomoupio aHanmusa
KOH(pOpMannoHHOTO monmMop¢usmMa ogqHoHUTEBBIX (pparmenToB JIHK (SSCP-ananmza) Hamu Oblia
HaljIeHa JIIIb OJIHA MATOJIOTUYECKU 3HaunMas MyTaius reHa muonminaa Q368X (c.1102 C>T), u
OJIMH PHCK-accOIMUpoBaHHbli momumoppuzm MI8K (c.603 T>A) B rene ontuHeBpuHa [l].
Opnako, y OonpimmHCcTBa nanueHToB ¢ [IOYI' reHernyeckux BapuUaHTOB, BEIYIIHMX K PAa3BUTHIO
IJIayKOMBI, HaIeHO He ObLIO.

HenaBHO OBIT KapTUpOBaH HOBBIA TEH, MPEAINOJIOKUTEIIFHO OTBETCTBEHHBIN 32 pa3BHUTHE
I[IOYT - WDR36. DToT reH cocToMT u3 23 3K30HOB M KoaupyeT Oesok pasmepom B 951
AMHHOKHUCIIOTHBIH OCTaTOK, (YHKIMS KOTOPOTO JO KOHIIa HEM3BECTHA. B mepBoM mccienoBaHUU
rerka WDR36 [2] Obuto ugeHTHHUIMpPOBAHO 4 MyTalMH, MPEINOIOKUTEIHHO BBI3BIBAIOIINE
3aboneBanue, a uMeHHO: N355S, A449T, R529Q, D658G, nokann3oBaHHBIC, COOTBETCTBEHHO, B 8-
oM, 11-om, 13-om 1 17-oM 3K30HAaX.

Kak mpaBmiio, CHEKTpbl MyTAl[MOHHBIX M3MEHEHMH B TIeHaX SBISIIOTCS MOMYJISLUOHHO U
STHUYECKH crnenuuuHbIMU. B Hamieil cTpane He mpoBoauiuch uccienoBanusi rena WDR36,
MI03TOMY OTCYTCTBYET Kakas-1100 MH(OpManys O THHaX M 4YacTOTE BCTPEUAIOIIMXCS MyTalUil B
HeM y OonbHBIX [IOVYT Cankr-IlerepOypra.

Llenpto HacTosimedl pabOTHI ABISUICS aHATU3 YaCTOTHl BOSHUKHOBEHHS HAa3BaHHBIX YETHIpEX
myTanuii rera WDR36 y 6onpHbIx [IOVYI Cankt-IletepOypra.



s pabotel ucnonszoBanu 6ank JIHK, panee BwimeneHHoi u3 kpoBu marueHToB ¢ [TOVYT,
npoxoauBmnx jedeHue B kiuHuke CIIGIMY um. akan. W.II. [laBnoBa, oQTambMOIOrHYECKHX
OTJIETICHUAX TOPOACKONW MHOrOompoduIbHONH OONMBHUIEI Ne2 W psiga MOMUMKIWHUK Topoaa (200
yenoBek, u3 Hux 100 yenoBek- rpymnmna KOHTPOJIs).

B xone pab6otsl 6bu10 TipoBeaeHo uccaeaopanue 100 obpasmoB JIHK marmentos ¢ [IOYT u
100 KoHTpOJBHBIX 00PA3IOB Ha MpeaMeT Hanu4Ks B HuX myTtaruit D658G u R529Q.

Hns  ammumdukanuu  gparmenta 17-ro u  13-ro sx3oHa rena WDR36 npumensum
MOJIUMEPA3HYI0 LEMHYIO PEAKLHUIO C UCIIOIB30BAaHUEM CIIeUU(UIECKUX MpaiiMepoB [2].

Jns onenkm konwdecTBa M criennduaHoct mpoaykTo amruudukanuu JHK npoBogwmm
aJIeKTpo(hope3 ATUX NMPOJYKTOB B BEPTHKAIBHBIX IUIACTHHAX mojuakpuwiamuaHoro rens (ITAAT,
80x100x2MM) ¢ mocnexayromeil okpackoil HuTpatom cepebpa. s paboTel ucnonb3oBanu 8%
MOJIMAKPUITAMUTHBIN Tellb.

3atem BoimonHsuH [1/I[P®-ananu3 oOpa3lioB C WCIONB30BAHUEM HHAOHYKIIEA3 PECTPUKITUU
Bgll u Taql mns mpoaykroB amruudukanuu 17-ro 1 13-ro 3K30HOB COOTBETCTBEHHO. Pa3mep
MPOIYKTOB aMIuTUUKau 00pa3oB 17-ro sk30Ha coctaBisieT 443 m.H. M3BecTHO, 4TO TIpH
mytarmu D658G (¢.1973 A>G) mosiBnsieTcst caldT A 3HAOHYKJIeasbl pectpukuuu Bgll, xoropas
pacmeruisier JIHK na 2 dparmenTa: 156 m.H. u 287 m.H [2]. B HOpManbHOM ajmiene CalT majs
sHIOHYKIea3bl pectpukuuu Bgll orcyctByer. Pasmep mpoaykra ammummdukanuu 13-ro sk30Ha
coctapimsier 125 mH. [lpn Hamumm mytamuu R529Q (¢.1568 G>A) B ammiuduimpoBaHHOM
¢dparmenTe calT ans sHAOHYKJIeaszbl pectpukimu Tadl orcyrcrByer. IlpoaykT ammauduxanun
HOpMaJIbHOTO ajuiess pacuieruisiercs Taql va dparmentst 91 m.H. u 34 .H..

DepMeHTATUBHBIN THAPOIU3 OCYIIECTBIISUIM B TEUEHUE 2 YacOB B BOJSHOM TEpPMOCTATE IPH
temriepatype 37°C (npu HCTOIB30BaHUM IHAOHYKIIEa3bl pecTpukiuu Tadl) m mpu temmeparype
65°C (npu ucnonn3oBannu Bgll). [Tocie okoHuanus pepmeHTaTHBHOrO ruaponusa, oopasns JHK
Hanocunu Ha 8% IIAAT. Tlocne okonuanus snexkrpodopesa JIHK oxpammBanu Hutpatom cepedpa.
Jnst onpeneneHust pasmepa MOJydYeHHBIX 00pa3loB MPUMEHSIN MapKep MOJIEKYJISIPHOTO Beca OT
100 no 1000 m.H. ¢ marom 100 m.H. mpousBocTBa Gupmsl “Meauren” (HoBocubupck).

B pesynprare mpoBeneHHOTO —HcchenoBaHus —MyTamuio  D658G  oOHapyxuiu B
reTePO3UTrOTHOM COCTOSIHUU y OJHOro M3 mamueHtoB ¢ [IOYI' m y omHoro 3m0poBoro JoHopa, a
myTtanuio R529Q He oOHapyXwiM HU y OJHOTO M3 oOcienoBaHHBIX. [lomyueHHBIE pe3yibTaThl
WCCIIeIOBaHMs, TaK)Ke KaK W pe3yjbTaThl MCCIEAOBAHUN, MPOBEACHHBIX B APYTUX CTpaHax, He
MO3BOJISIOT cuuTarth MyTtanuio D658G ¢akropom, mpenpacnonararomuM K passutuio [IOYI. B
JaTbHEHIIIEM TUTAHUPYETCST OCYIIECTBUTD MOUCK U Apyrux myTtanuii B rene WDR36.

Hacrosimue uccnenoBanust GuHaHCUPOBAIUCH U3 cpencTB rpanta PODOU Ne 07-04-00476.
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