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Pedepat

IIpoBeneHO T'eHETMKO-3MUAEMUONIOTHYECKOe —HCCile-
IIOBaHUE, B DPE3yJbTaTe KOTOPOrO BIIEPBBLIE OIPENETEHbI
3HA4YeHUs Ipy3a U pa3HooOpa3ue HACIENCTBEHHOI MmaTo-
JIOTMU cpely TUTYIAbHOU Hauuu. [lomyuyeHHble DaHHBIE
O pacIpocTPaHEHHOCTH HACHENCTBEHHBIX 3aboneBaHUit
cpeny uYyBalllell IMpPeNCTaBIsSIlOT HECOMHEHHBI WHTepec
IUTS1 TPaKTUKYIOIUX Bpaueil He Tonbko YyBamuu, HO U
COCeJHUX PEeruoHOB.

KiroueBble cnoBa: HacaenCTBEHHasl MaTONIOTUSI, TeHe-
TUKO-BMUIEMUOIOTNYECKUE UCCIENOBAHUS, 4YyBallICKas
TOMYJSILUSL.

I'eHeTMK0-3NUIEMUOTIOTMTIECKIMM  WCCITEN0-
BaHUSIMU, NpoBeneHHbIMU B YyBalickoii Pecriy6-
JIMKE B IOCJAENHNE TONbI, OpeneIeHbl 3HaUeHU s
rpy3a U pa3HooOpa3wsl HaCAeICTBEHHOU IaTolo-
YW B TONYJISIIAY TUTYIbHOM Hanuu. B wacTHOC-
TU, HO3OJOTMYECKUIN CIEKTp HAacleICTBEHHBIX
OornesHel, BHISIBIEHHBIX B IIeCTH paiioHax Yysa-
muu, coctout u3 150 3aboneBanuii, u3 Hux 81 ¢
ayTOCOMHO-IOMMHAHTHBIM, 58 ¢ ayTOcOMHO-pe-
HeccuBHBIM 1 11 ¢ X-ClLierIeHHbIM TUIIOM Haclie-
nosaHus [9, 10]. B uncne Takoro MHoroobpasust
MEHIEIUPYIOLIEA MaTOIOTMM, BCTPEYaeMOM B
pecryOIvKe, TUarHOCTAPOBAHBI M OMNMCAaHBI 3a-
GoreBaHMSI, MMeEIOIINEe BHICOKYIO SHIEMUYHOCTh
I pernoHa. K HUM Tpexmae BCEro OTHOCSTCS
HaCJIeICTBEHHBIM M30JIMPOBAHHBIM TUIIOTPUXO03
(HHWT'), nacnencrBeHHbIi spuTporuTod (HD) u
ayTOCOMHO-peIlecCCUBHEBIN  ocTeoreTpo3  (APO).
s atux 3aboneBaHU YCTaHOBIEHBI TPUYMHBI
HaKOIUIEHUSI B YyBallICKOM MOMYASUMUA U IIep-
BUYHag MoeKyisipHas npupona [10]. C yuerom
TOro, YTO YyBalllM IO YMCICHHOCTU 3aHHUMAaIOT
nsitoe Mecto B Poccuu, a B psane cyobekTos [1pu-
BOMKCKoOro ¢emnepanbHoro okpyra (TartapcraH,
Bamkoprocran, Mapuit Dn, YnbsaHosckas, Ca-
Mapckasi, OpeHOyprckasi o01acTM) KOMIIAKT-
HO TIpOXWBAIOT MHOTOTHICSIUHBIE UYBAaIIICKHeE
IAACIIOpbI, MBI TIQaraeM, 4to WHdopManus ob
STHUYECKU MPUYPOUEHHBIX IS YyBaIICKOW ITO-
OyISLAX HacledCTBEeHHBIX 3a0oneBaHUSX Oymer
HECOMHEHHO WHTepecHa I HPaKTUKYIOIINX
Bpaueil He TonMbKO YyBamnu, HO U COCETHUX pe-
ruoHoB. IIpencrapisisi 0030pHBIN MaTepuan IO
reHeTuKe, SMUIEMUOIOrMY, KIMHUYECKON Kap-

tuHe HUT', HD, APO, cocraBieHHBIN MO pe3yib-
TaTaM OpPUTHMHAJBHBIX WCCICIOBaHUM, IIOCBS-
IIEHHBIX U3YYeHUIO YKa3aHHO! MaTONOTUM, MbI
HaJeeMcsl, YTO Bpauyu pa3HBIX CIelMalbHOCTeN
OymyT He TOJNBKO JyJIlle OpUEHTUPOBATHCS B UX
nudbepeHIInaTbHON TUArHOCTUKE, HO W TIOTY-
yaT uHGopMaIuo o pa3paboTaHHBIX B IOCE-
HUe TOIbl MeTonax MpoduIakKTUKH.

ITo cBoeit npupone HUT" moxxer ObITH ITprob-
peTeHHBIM 100 HacIenCTBEeHHBIM 3aboleBaHU-
eM. K HacTos1ieMy BpeMeHM YCTaHOBJIEHO, UTO
HUT cymiectByer Kak WM30IUPOBaHHOE COCTOS-
HUe, a TaKXKe SIBISIETCS COCTaBHOM YacCThIO KJIU-
HUYECKOM KapThHBI Oonee 250 HacmencTBEHHbBIX
cunapomoB. CobcrseHHO HUT™ oTHocUTCS K pen-
Koif maTomornv. Ha maHHBIN MOMEHT M3BECTHBI
Jub 14 3abonmeBaHMii, CBSI3aHHBIX C HM30IUPO-
BaHHBIM HapyllleHHueM pocTa Bojoc. ['eHeTuko-
SMUIEMUOTOTMYECKOe U3YUYeHUEe COTPYTHUKaMU
J1abopaTopry TeHETUUYECKOM JITUIeMUOIOTUYN
non pykoBoacTBoM akagemuka E.K. I'mHTepa B
1998-2001 rr. [11] HaceneHus 6 paitoHos Uysali-
ckoii Pecybnuku, a TakKe LieleHaIlpaBieHHOe
WCCIIeIOBaHNE TUIIOTPUX03a, TpoBeneHHoe B Yy-
pammu B 2003-2006 rr., TO3BOMMIN BBISIBUTH KaK
MUHHUMYM JIBE pa3TuyHble (POPMBI PelIeCCUBHOIO
runorpuxosa (1 u 2 tunsrl) [1].

KnnHanyecku 3abonmeBaHne XapaKTepHU3yeT-
Csl OTCYTCTBMEM 3aMeIleHHUsI BOJOC IUIoma, KO-
TOpble, KaK IpaBUJIO, BbIMANarT BCKOpE IOCIe
poxneHus pebeHka. Bomockl Ha ronoBe TaKMX
HOBOPOXIEHHBIX MSTKHE, IIePCTUCTHIE, KOPOT-
Kue (MX cpenHss nauHa — 4-5 ¢cM), BCTpevarorcs
MHOTOUMCIIEHHbIe YYaCTKHU ajonenuu. ¥ B3poc-
JIBIX OONMBHBIX B TIEPHUONE ITOIOBOTO CO3pEeBaHUSI
HaOIomaercss  HEKOTOpoe IPOrpeccMpoBaHUe
BBINTATeHNST BOJIOC Ha TrojioBe. B mMOOMBIIIEUHBIX
BIaIMHaX W Ha JIOOKEe BOJIOCSHOM ITOKPOB BbI-
pacraer cKymHBIM. Ha Tejle MymIKoBBIEe BOJOCHI
MPaKTUYECKA OTCYTCTBYIOT. [ MIIOTPUX03 MMeeT
MecTo U B obyacTu OpoBeii U pecHUI. BMecte ¢
T€M OTCYTCTBYET IOpa*keHue IPYrux IPpOoU3BOJ-
HBIX 3MMUIepMIca, B YaCTHOCTU 3y0OB M HOTTE,
a TaK:Ke MOTOBBIX 3KeJle3, YTO MaeT BO3MOXKHOCTh
MPOBOIUTh IUMGEPEHIINATBHYIO TUArHOCTUKY
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Puc. la, 6, B. KapTiHa BOIOCKCTOIf YaCTH TONOBBI OOMBHBIX M3QTMPOBAHHBIM TUTIOTPUXO30M.

HUI' u skTomepMalbHOII OUCILUIA3UM, a TaKXKe
Ipyrux 3aboneBaHUi, IPU KOTOPBHIX TMITIOTPUXO03
SIBJISIETCS JIMIIb OMHUM M3 CUMIITOMOB 0ON€3HU.
Jpyrux KIMHUYECKUX TPOSIBIEHUI OONe3HU He
orMmeuaercs (puc. 1 a, 0, B).

AHanmu3 monyJIsIMOHHON YacTOTHI TeHa Cpe-
I TIPOCKPUHHMPOBAHHBIX 3MOPOBLIX WHIWBUIOB
(386 uysameit m 311 mapwuiilieB) mokasai, 4YTO
YacToTa reHa cpeqyd MapUICKOro HaceleHHUs Co-
craBuiaa 1,91%, a cpenu uysareit — 2,72% [8].

Bt mpoBemeHB KapTUpoBaHUE U UIEH-
TudUKaIKUs TeHa, OTBETCTBEHHOro 3a pa3BU-
THEe TUIOTPUX03a B MApPMMCKMX M UYYBaIlICKUX
CeMbSIX C TaHHBIM 3aboneBaHueM. [TokazaHo, UTO
TUTIOTPUX03 o0ycioBiieH MyTauueii B reHe LIPH,
KapTUpoBaHHOM B JIOKyce 3q27. PaHee He ObLIO
W3BECTHO, UTO 3TOT I'eH MpPUHMMAET ydyacTue B
pa3BuTUM U pocTe Bonoc yenoneka. 'en LIPH skc-
TIPECCHPYETCs B BOMIOCIHBIX (MOITUKYIIaX W KOIU-
pyer docdonunasy, peryrupyoLLyo MpoIyKIUIo
O6MOaKTUBHBIX TUIUIOB [8, 18].

CrnenyroluM HaclIeNCTBEHHbBIM  3aboieBa-
HUEM, BCTPEUYAIOIMMCSI C BBICOKOM YacTOTOM y
yyBallled, SIBJISIETCS PElleCCUBHBINM 3pUTPOLIMTO3
(HD). YcranosneHHasi yactora ero B Yysali-
ckoii Pecriyonuke cocrapaser nmpuMepHo 1:5300.
HD — rereporeHHasi rpymnmna BpOXIEHHBIX CO-
CTOSIHUIA, CBSI3aHHBIX C IOBBIIIEHHBIM 00bEMOM
IPUTPOLUTAPHON Macchl KpoBu. OTHocuTcst HD
K peIKuM 3a00eBaHUSIM: B MU POBOIA JIUTEpAType
O CAHO JINIIIh HEOOMBIIoe YUCTO CITydaeB ITON
MaTONIOTUM, KOTOpasi XapaKTepu3yeTcsl 3pUTPO-
IIUTO30M, HOPMaJIbHBIM KOJIMYECTBOM JICHKOIIU-
TOB U TPOMOOLIMTOB, yBETMYEHHON MPOOYKLIUEH
sputponostiHa (OMIM 263400). 3aboneBaHue
0OHapy>XKMBaeTcsl MPEeNMYIIECTBEHHO B JIETCKOM
U IOHOIIIECKOM BO3pAacTe, U €ro OCHOBHBIMU KJIU-
HUYECKUMHU MPOSIBICHUSIMU SIBJISIIOTCSI YIIOPHbIE
TONOBHbIE 0OMM, OBICTpasi YTOMJISIEMOCTb, a Y
IIKOTbHUKOB CHMXXKE€HHE KOHIIEHTpallud BHU-
MaHUS U yCBOGHWS TMpeaMeTa B IIKOJe, OIbIIIKa
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pU yMepeHHbIX GU3NUECKUX Harpy3Kax, Kapau-
aJITM¥, HOCOBbIE KPOBOTEUEHUsI, OO B XKMBOTE,
He CBSI3aHHbIE C TPYEMOM MUILH, TIHYLIMe 6onn
B HOTax, pexxe roIOBOKPY>KEHU s, HapylIeHre 3pe-
HUS, Tapecre3nu [16].

B 2002 r. Ang et al. mpu TTOTHOr€HOMHOM
ckpuHuHre obpasuoB JHK Heckonpkux uypali-
CKUX ceMell OOHapyXKWIW CIeIUIeHNe JIOKYyca
apuTporuToda ¢ xpomocomoit 3p25. Hccnemo-
Banue IITHK 34 6ompHBIX M 40 MX 300POBBIX
POINCTBEHHUKOB U3 14 4yBallICKUX ceMeii, TpoBe-
neHHoe B yjabopatopun JIHK-nuarnoctuku Me-
IUKOTEeHeTUYecKoro HayyHoro lieHTpa PAMH
MOKa3ajo, 4YTO Bce OONbHBIE SIBISIIOTCS TOMO3U-
rorHbIMM HocutenssMu Mmytauun Arg200Trp B
rene VHL. ITonynsinmoHHasi yacTrora HOCUTEIb-
crBa Mytrauum Arg200Trp B rene VHL cpenu
gyBamieid cocrasmia 1,84%, pacuerHas dacrora
3abomeBanust — 1:3000 uenmoBek. OrpeneneHb!
ToNyISIUNOHHBIe YacToThl MyTaumu Arg200Trp
cpeny COCeTHUX C UyBalllaMu HapomHocTelr Bor-
ro-Y panbckoro permoHa. st mapuiinieB uacrora
MYTaHTHOro ajuiens cocrasmia 0,87%, pacueTHas
yacrora 3aboneBaHust — 1:13 150 yemoBek, mjis
yaMypToB — coorBerctBeHHO 0,47% m 1:44 600
yemoBek. Cpenu OalIKUp W PYCCKUX MYTaLlMsI
Arg200Trp He BoIsiBIEeHA [19].

TpeTprM 3THUYECKW NPUYPOYEHHBIM 3abome-
BaHUeM sBisercs APO, ayTocoMHO-periecCuBHBIN
OCTEOITeTPO3, MMEIOIIHH JIJIsT YyBAIIICKOM TIOITYIIs-
MU HauOONBIIYIO aKTyalbHOCTb. B oTimuue or
IBYX Mpenblaymux 3abonesanuii, APO mo Hacto-
SIIIIETO BPEMEHW MMeeT HeOIarompusiTHBIN Tpo-
THO3 U TIpU TPAOULIMOHHON ITaTOreHETUYeCcKOon
Tepanuy 3aKaHYMUBaeTCs JIETAIbHBIM HCXOIOM B
paHHeM JeTckoM BospacTe. CpeqHsisl MPONOIKU-
TEIBHOCTh XWU3HU TaKUX OONBbHBIX COCTaBISIET
25,3%3,9 mecaua [5, 12].

C y4yeroM HeOMarompusTHOTO MPOrHO3a U
TsKecTd TeueHus APO nMeer Gombliioe MeIuKo-
COLIMAJIBHOE 3HaUYEHME, B CBSI3M C YeM MBI ITOCUU-
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Puc. 2. Bun 601pHOrO B BO3pacTe 6 MecsIieB.

TaJIM HEOOXONMMBIM B MPEICTaBIEHHOM 0030pe
VIEIUTh TJaHHOMY 3a00IeBaHMIO0 0c000e BHUMa-
HUe U Ooree MOApPOOHO OmucaTh KIMHUYECKYIO
KapTUHY, MOJEKYJISIpHYIO IIpUpody, pa3paboTaH-
HbBIEe B IIOCJEIHHME TONBI METONbI MTMArHOCTHUKH
u TpodUIaKTUKU poKIaeHus OonbHBIX APO,
COBpeMEHHBbIE IMpeNCTaBleHus] 00 opraHu3aluu
TeHeTUYECKOro KOHCYTBTHPOBAHUS CeMeid, yxke
UMeIoIMX OOMbHBIX JeTell W TJIaHUPYIOIIUX
pOXIEHNe IOCIEAYIOINX 00 BBICOKMU PUCK
WX POXIEHUS.

APO (cuHoHuMBI: Oone3Hb Anbbepc-lllen-
Oepra, MpaMopHasi 0one3Hb, BPOXIEHHBIN 3710-
Ka4yeCTBEHHBIN OCTEOMeTpo3) — TaKXKe penKo
BCTpeuaroleecss HacleACTBeHHOe 3aboneBaHUe,
XapaKTepu3yrolleecs: CUCTEMHBIM CKJIEpO3MpPOBa-
HUEM KOCTeld BCEro cKesleTa, pe3KMM CHUXKEHHEM
IangapMa MeOyJISPpHOTO KpOBETBOPEHUS W,
KaK CJIe[CTBUE, Pa3BUTHEM TSIXKEIOM MPOrpecch-
pyroleil aHeMUH 1 04aroB 3KCTPaMenyJUIsipHOrO
KPOBETBOPEHMS B Pa3IMYHBIX ITapeHXNMaTO3HBIX
opraHax. Ocreorierpo3 (OIT) oTHOCUTCS K TpyTie
TeHEeTUUYeCK! TeTepOreHHBIX 3abolieBaHUM U MO-
JKeT BCTpeyaThCsl KaK C ayTOCOMHO-TOMWHaHT-
HBIM, TaK U C ayTOCOMHO-PELIECCUBHBIM TUIIOM
HacnemopaHusl. Ilo JHMTepaTypHBIM IaHHBIM,
3aboeBaHNe HabOMOOaeTcsl B pa3IMyHbIX IOMY-
nsuusix mupa ¢ yacroroir 1:100000. Ycranosne-
HO, YTO Ha TeppuTopuu YyBalluu BCTpedaercs
Tonbko APO. DnuaeMuonoruyecKkuii aHaaus mo-
kasai, uro yacrora APO cpenu uyBameit cocras-
JIsieT omuH OonbHOM Ha 3879 HOBOPOXIEHHBIX,
M KaXXIbII THICSIYHBIM OpaK MeXIy dyBalllaMK
ABJIsIeTCS OpakoM TeTepo3uror [2,6].

Jnst ornmcaHus MOMTHOM KJIMHUYECKOM Kap-
TUHBI U YCTAaHOBJICHMSI TUHAMUKU KIMHUYEC-
Kux npusHakoB APO uzydanuch qaHHbIe 0 48 ma-
nueHtax. KiuHMYecKyl0 KapTUHY 3abore-

Puc. 3. bonbHoit 2 et 3 MecsiieB.

BaHUS AHAIM3APOBAIM COIJACHO BO3PACTHBIM
SMUKPU3HBIM CPOKaM, TPUHSITHIM B TeIUaTpu-
YeCcKOM MpakTHKe. YCTaHOBJIEHO, YTO IWAarHo3
3aboneBaHusT BepudULIMPYeTCsl MPEeUMYIIeCTBEH-
Hoy nereit | u Il BospactHoit rpynm. [1o Hamemy
MHEHWIO, TaHHBI (DaKT CBUIETEIbCTBYET MPEXK-
Ile BCEro O paHHEeM, MPaKTUYEeCKU C POXKIEHUS
KJIMHUYECKOM TIpOsiBIeHN N 3aboneBaHus. Tak, B
TedeHue mepBoro nomyrogus xXu3Hu APO BbIsIB-
seH y 90,9% OGonbHBIX, TIPU 3TOM B TIE€PBBIE TPU
Mecsia XusHu — y 73,3% nereii. Habnronenue
3a IMHAMUKON KJIMHUYECKUX MPOsIBIEeHU 3a60-
JIEBAHUS Y JeTeil pa3HBIX BO3PACTHBIX TPYIII TTO-
kasaio, uyto 1151 APO xapakTepHO MporpeareHT-
Hoe TeueHne. Yke co Il smukpusnoro cpoka (1-3
Me€C) IMEIOT MeCTO KIIMHUYECKNe, 1a00paTopHbIe
U DPEHTTeHOIOrMveckue MPU3HAKU IMOpakeHUs
MHOTMX OpraHoB u cuctem opranusma. K 111 snu-
KpU3HOMY CpPOKY (4-6 Mec) y Bcex OOMBbHBIX (hop-
MUpPYyeTCsl CBOeOOpa3HbIA BHEIIHWU BUI, KOTO-
pBIA paccMaTpvBaeTcsl HaMW KakK OTIOeTbHBIN
CUMIITOMOKOMIUIEKC, XapakTepHbld mins APO
(puc. 2, 3). dopmupyercss Gonblasi, «TSKeTasT»
Ha BHUO TrooBa, Opaxuuedannueckoil ¢HoOpMbl
yeper; JIo0 «HaBHUCAaeT» 3a CYET CHJIbHO pa3BU-
TBIX HaIOpPOBHBIX IYT W CEIUIOBUIHOIO HOCA.
IIporpeccupyror runponedanusi ¥ TUIEPOCTO3bI
KOCTeil uepera, HapacTaeT MUCIIPOMOPIUST MEX-
Iy JINLIEBBIM M MO3TOBBIM YEPEroM C pa3BUTOU
BEHO3HOU CEThIO U IMOTHOKPOBUEM MOOKOXKHBIX
BEH T'OJIOBbI. BBIpakeHHBIMU CTAaHOBSITCSI TaKue
CUMIITOMBI, KaK 3K30QTaabM, KOcoriasue, HUC-
TarM (TOPU3OHTAJILHBIN U pexKe BepTUKATbHBIN ),
CHUMIITOM «IUIABAOLIMX» TJIa3HbIX S0I0K. Y OONb-
HBIX TIPOTPECCUPYIOT CIENyIOIe CHUHIPOMBI:
TUTIePTeH3MOHHOTUApoLeDaTbHbIN, THUIIEPBO3-
OyIMMOCTH, BEreTOBHMCLEPATBbHOIM MuchyHKIINHU,
MuaToHn4eckuii. KnmHnyeckast kaptuHa APO y
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nanueHToB 7-12 Mecs1ieB 6onble CXOXKa ¢ CUMII-
ToMaTuKoi 3aboneBaHust B III snukpusHOM
cpoke. ¥ Bcex OONBbHBIX C POXIEHUS B TOM WU
WHOM COYETAHWU MPUCYTCTBYIOT CTUTMbBI THCIM-
OproreHesa: KOpoTKasl Ies, TUIIepTeIOpr3M TIa3
W COCKOB, CEMJIOBUIHBIM HOC, HM3KO PaCIIONO-
JKEeHHOe ITyIOYHOe KOJbIIO, «TOTHYecKoe» Hebo;
HU3KO PacCIoIoXeHHbIe neopMUPOBaAHHBIE YIII-
Hble PaKOBUHBI, KYKOIbHOE JUI0, KINHONAKTHU-
s, MUKporHatus. Ilporpeccupyrommuii rermaTo-
JIMeHaJIbHBIN CUHIpOM obHapyxuBaercs y 100%
HaOIromaeMbIX OONBHBIX M SIBISIETCS OMHUM U3
MaTOTHOMOHUYHBIX CUHIPOMOB JIJIsI TaHHOrO 3a-
6or1eBaHMUsI.

XapakTepHbl WM3MEHEHUS B Iepudepryec-
Ko kpoBu. IIpexme Bcero paHO pa3BUBAETCS
sputporutonedus. ComepxkaHue 3SpUTPOIIUTOB
B TeprdeprIecKoil KpOBU CHUKAETCI CpaBHU-
TeIbHO OBICTPO, TOCTUTAST K MECTUHOMY BO3PACTY
2,4x102. Y Bcex GONBHBIX B KPOBU MMEETCSI HOP-
Mo0acTo3, 6onee BoIpaXKeH aHW30-, TOMKUJIOIU-
TO3, 3HAYUTEIBHO 4Yallle HabaromaroTcs Trurmep-
JIeMKOoUMTO3 U runepauMdonutos [7, 12].

AHanu3 nokasateneil GU3MUecKoro, HEpBHO-
TMICUXUYECKOr0 M TICUXOMOTOPHOI'O DPa3BUTHUS
OONBHBIX CBUIETENLCTBYET, uTo pu APO cTpana-
€T pa3BUTHE pedeHKa B 11EJIOM, OMHAKO OOTIbHbBIE B
6omblIeil Mepe oTcTatoT B GrU3UYecKOM, IICUXOMO-
TOPHOM pa3BUTHUM W B MEHBIIEH Mepe — B HEpB-
HoTicuxuueckoM [6, 7]. OCHOBHBIM OUarHOCTHU-
YeCKUM KpHUTEpHeM ITaHHOro 3aboieBaHUS IO
HACTOSIIEr0 BpEeMEHU OCTaeTcsd XapaKTepHasl
peHTreHolIorn4Yeckasi KapTuHa M3MEHEHUU KOoc-
Tell JIMIEBOro, anmeHIUKYJISIpHOTO M OCEBOTO
ckenera. Ha peHTreHorpaMMax KocTeil HaOmtona-
ercsl BbIpaxkeHHBbI Iuddy3HBIN OCTEOCKIEpOo3,
HOpMaJjibHasl KOCTHasl CTPyKTypa OTCYTCTBYeT, B
IJMHHBIX TpyOYaThIX KOCTSIX KOCTHOMO3TOBOM
KaHaJl TOJTHOCTBIO HEe IMPOCIEXHUBAETCs, B Me-
Tadm3ax IIMHHBIX TpyOYaTBIX KOCTE Bcerma
BBISIBIISIFOTCS  OynaBoBUAHBIE (OOKaJIOBUIHBIE)
B3OYTHUS, OONBIIE IIPOSBIISIONIAECS B IUCTATh-
HBIX MeTadu3ax. DTa 0cOOEHHOCTD MONOXKEHA B
OCHOBY Pa3pabOoTKM YIbTPa3BYKOBOM HTMAarHOCTH-
ku OII: onpeneneHne MHIEKca OTHOIIEHUS OUa-
MeTpa IUCTaJIbHOro Meradusa 6enpeHHON KOCTU
K IuaMmeTpy ee nuacdusa B Hauboee y3Koil ee yac-
TH, YCI0BHO Ha3BaHHOro nHaekcoM KG (Kupui-
noBa-I'mHTepa). ¥YcraHoBneHo, 4To uHIeKC KG
y 6onbHbIX APO 3HauuTensHo (or 2,68 mo 3,24
pasa) MpeBbIIaeT COOTBETCTBYIOLIMIA TTOKa3aTelb
y 3mopoBbIx nereil. Ilpm cpoke GepeMeHHOCTH
21-22 nenenu KG cocrasnser 1,34+0,01. Y onHo-
To IUIONA ¢ BHYTPUYTPOOHO Bepr DUIIN POBAHHBIM
nnaraosoM APO mamekc KG okazancs paBHBEIM
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3,24 [4, 14]. Takum obpa3oM, KakK U B Clydae CO
310pPOBbIMU U OONBHBIMM IE€TbMU, UMEETCS 3Ha-
yuTtenbHoe (B 2,4 pa3a) mpeBblllleHUe TaHHOrO
nHIekca y nopaxeHHoro APO miona Hanm moka-
3ateneM mHaekca KG y 3m0poBBIX ILIONOB. DTO
TO3BOJIMJIO TIPEMIOKUTh UHIEeKC KG B KauecTBe
KpUTepUsl YIBTPa3ByKOBOM ITpeHATaJIbHOU Iua-
raHoctuku APO. B Hacrosiee Bpemst B UyBammu
YABTPa3BYKOBOI CKPUHUHT PEKOMEHIOBAaHO IIPO-
BOIUTH BCeM OepeMEHHBIM >XEHIIMMHAM 4YyBalll-
CKOIl HallMOHAJILHOCTU MpH cpoke 21-22 Hemenu
recrauuu. OnpeneneHue nHaekca KG omHoBpe-
MEHHO ¢ MpeHaTaJbHOI AMarHOCTUKON MOPOKOB
pa3BUTHS IUIoAa He TpebyeT MOMOTHUTEIbHBIX
3aTpaT U PECypCHBIX BIOKEHUM.

B nmaboparopuu HNHK-nuarnoctuku IY3
«MeouKoTeHeTMYeCKMA ~ HayYHBIM  LEHTp»
PAMH y 6onbHBIX ¢ muarHozom OII mpoBomu-
JINCh KapTUpoBaHME W WAeHTHUUKAIIUS TeHa
APO, nabmonaemoro B UyBammnu. Y cTaHOBIEHO,
uyto TakuM reHoM spisiercs reH TCIRG1 (Tkie-
TOYHBI UMMYHHBI# perynsitop 1), IoKaJu30BaH-
HBI Ha xpomocoMme 11q13.4-q13.5. OH Komupyer
OCTeOKJacTCreupuuHyro a, n3odopMmy OmHOM
U3 cyObenMHUII TpaHCMeMOpaHHOr 0 BaKyolsIpHO-
ro ATd-3aBucuMoro nporoHHOro Hacoca. beuta
HaiileHa paHee He ONKUCaHHAas TpPaH3ULMS B
TOMO3UTOTHOM COCTOSHWUM B JOHOPHOM caiiTe
crutaticuira uHTpoHa 8 (IVS8+5g—a). O6Ha-
py’kKeHHag MyTallus IPUBOOUT K HapyIIeHUIO
Iporecca CIUTaliCMHTa B 8 MHTPOHE W K COOT-
BETCTBYIOIIEMY WM3MEHEHUIO IJIMHBI ITPOIYKTOB
TPaHCKPUIIIIUU U TpaHCISIIUU. BosMoxkeH maxke
c6oli caMoro Iporecca TPaHCISIIUM, TaK KakK C
TaKUMU BBIPAa>KE€HHBIMU HapYIIEHUSIMUA CTPYK-
TYpbl 3TOT 6el0K BooOlle He oOHapy>KMBaeTCcsl B
KJIeTKax.

H3yyeHue sTHOreHe3a yyBallleil 1aéT BecKue
OCHOBaHMS IOjlaraTh, YTO YyBallll KaK OTIElb-
Has 3THUYecKas rpyrmna chopMUpPOBAINCh B pe-
3yJBTaTe aCCUMIISIIIAY ITPUAIILTBIX OOITrapo-cyBap-
CKHX TIIeMeH ¢ (PMHHO-YTOPCKUMU IIJIeMeHaMU,
MIPOXXMBABIIMMHU Ha TEPPUTOPUH COBPEMEHHOM
Yysammu. beuto mpegmonoxeno, uro red OIT Mo-
XeT MPUCYTCTBOBATh ¥ COBPEMEHHBIX MapHUiilieB
u ynmyptoB. C 1IeIbio BBISICHEHHUS 3TOTO BOIIPOca
ObLIO ITPOBENEHO CPABHUTEIBHOE N3YUEHME YaCTO-
ol MyTanuu ¢.807+5G>A B rene TCIRGI1 na 327
obpa3siiax KpoBH, MOITYYEHHBIX OT 4YyBalleil, mpo-
kuparomux B Yysammnu, 299 obpasiiax KpoBd OT
Mapuiiles, IpoxkuBaromnx B Mapuit D1, u 396 06-
pas3iax KpoBU OT YIMYPTOB, NMPOXUBAIOIINX B
Yamypruu. Cpenu 327 obcnenoBaHHBIX dyBalleit
BBISIBJICHBI 11 T€TepO3MTOTHBIX HOCUTENIEH MyTa-
WU, T. €. 9aCTOTa MyTanuu cocrasmia 1,7% (pac-
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yeTHas1 yacrora 3aboneBaHust — 1:3500 HOBOpOXK-
IEeHHBIX). Y MapuiilieB yacToTa MyTaluM Oblia
MeHbleil — 0,8% (5 rerepo3sMroTHBIX HOCUTENEld;
pacuetHag 4yactora 3APO — 1:14000). B obpa3-
ax KpoBU yaMmypToB Myrtauus c.807+5G>A He
obHapyxxeHa. HepaBHoOBecue 10 CLIEMIEHUIO, U3Y-
YyeHHoe MO 4 moTMMOpdDHBIM MapKepaM, TECHO
CIIETIJIECHHBIM € TeHoM 3aboneBaHUs, MOKa3allo,
YTO y BceX OOMBHBIX ABYX HallMOHAJIbHOCTEH (Ma-
PUWIATIBI, YyBAIlN ) ObLIT OpenesieH ONWH U TOT Xe
TaTuIOTHUII 110 3TUM MapKepaM B TOMO3WTOTHOM
cocrossHUU. Takoe HepaBHOBECHE T10 CIETIEHUIO
00BSICHSIETCSI, CKopee Beero, 3¢hheKTOM OCHOBaTe-
JIsI, @ BBICOKAsl YaCTOTa MYTaHTHBIX XPOMOCOM B
nonynsinuu — npeiidoom resos [2, 3, 17]. B no-
cnennue Tpu roga JIHK-nnarnoctuka APO Oblta
nposeneHa B 11 ceMbsIX, B TOM 4HucCle 3 — IpeHa-
TajbHbIe (ITPOrHO3 OIArONPUSATHBIN), 3 — HOCH-
TeabeTBO (cnmydyaun APO y pomcTBEHHUKOB), B 5
CEMBSIX y OONBbHBIX TMArHO3 MOATBEPAUICS.

Kak yxe ormeuaynoch, CpenHsisl MpPOmOIKU-
TEeIBHOCTb XXU3HU mereit, 6onbHBIX OII, cocras-
nsger 25,3 £ 3,9 mecaua (mpumepHo 2,1 roma),
a cpemHssl BbIKMBaeMocTh — 21,5 + 3,8 mecaia
(mpumepHo 1,8 roma). ExxeronHo B pecrybnuke
morubaror 2-3 pebenka, 6onpHBIX OII, TeMm ca-
MBIM aKTYaJIM3Upysd IpobiaeMy NpoprIaKTUKU
poxnenus gereir ¢ APO. YcraHoBieHHas More-
KylasspHOTeHeTuueckass npupoma APO B Yysa-
ITAW OTKPBIBA€T BOSMOXHOCTH IUISI MOJEKYJISIp-
HOTEHeTMYeCKO! TUarHOCTUKY TeTepO3UTOTHOTO
HOCHUTEIBCTBA T'eHa 3a00/IeBaHUS y CYTIPYKeCKUX
map, 1 Takas pabora B pecnyOiuke yxke Haya-
nack. Kpome Ttoro, B YyBammu paspaboraHa
cucrema npopunakTuku APO, BKiioyaromias
aJIrOPUTM TPOGUIAKTUKU POXKIEHUs] GONBHBIX
U CXeMy OpraHM3alii MeIMIIMHCKON MOMOIIN
CEMBSIM C BBICOKMM PMCKOM POXIEHMS HeTeill ¢
naHHOM maTonorueii. UHdopManusg o OOIbHBIX
U CBeNEeHMS 00 MX CeMbSIX KOHIIEHTPUPYIOTCS B
pecnyonukanckoM peructpe OIl  npu PIOKB,
KOTOPBIN ITOCTOSIHHO TIOMOHSIETCSI CBeIeHUSIMU
O BHOBb BBHISIBISIEMBIX OOMBHBIX. MEXIy perucr-
pom, I'Y3 «PeciybnukaHckuii mepruHATaTbHBIT
uentpy (I'Y3 PIILl) m BceMu >XKEeHCKUMM KOH-
CYAbTAIIASIMU  JIEIe0HOTTPOPUITAaKTUISCKUX YU-
peXIeHUil pecryONMKM HajaXkKeH MOCTOSTHHBIN
obMeH nHpopMalnmeit Kak o 6onbHbIX OI, Tak u
0 PENpOMyKTUBHBIX TUTAaHAX CeMei, OTHeCEHHBIX
K TpyIme puckKa poXIeHUsl JeTell ¢ 3TuM 3abo-
JIEBAHUEM.

Ilpu ycraHopneHun ¢akTa OepeMEeHHOCTU
JKEHIIMHA C BBICOKOH I'PYIIOi prcKa pOXKIEHUS
OonbHOro pebeHka Oepercsl monm HaOmromeHue B
I'Y3 PIILL u npu cpoke 21-22 Hemenu recraluu

MPOXOOUT YJIbTPA3ByKOBOM CKPUHUHI Mapa-
JIeNBHO B OBYX yupexxnenusix — [Y3 PITIL u I'Y3
«PeciyOIMKaHCKMIA TUAarHOCTUYECKUIN IIEHTP»
¢ obsi3aTeIbHBIM omnpeneneHreM nHuekca KG.
B ciydae BbISIBIEHUS YIbTPa3BYKOBBIM MCCIIe-
IOBaHMEM NpPU3HAKOB mopaxkeHus Iioma APO
B BUIe 3HAYUTEILHOIO OTKJIOHEHUS WHIeKca
KG or HOpMBI KeHIIUHE Ipemiaraercss peHTre-
HOJMOrYeckoe obciemoBaHne, WHGOOPMAaTHBHOES
Mpy IaHHOM CpOKe recraluu. B ciydae peHT-
TEeHOTOrMYECKOro TTONTBEPXKIEHNS HaTUUUS Yy
miona Ol xkeHIMHE TIpeaaraercs mpepblBaHue
6epeMEHHOCTH ¥ C 00SI3aTeIBHOTO COTJIACHST TT0C-
JleqHell 6epeMeHHOCTb NMUMUHUpYeTcs (1o Me-
IUIIMHCKUM II0Ka3aHUSIM CO CTOPOHBI ILIOHA).
C [enpl0 OKOHYATEIbHOW BepudbUKalMU Iua-
THO3a IIJION TONBepraercs MaToJI0roaHaTOMU-
yeckoMy ucciaenoBaHuio B MY 3 «I'opomckoe ma-
TojoroaHaToMuueckoe 6ropo» r. Yebokcaprl, rie
HaKOIJIEH MOCTATOYHBIM OIMBIT ITaToMOpdOIoru-
yeckoil nuarHoctuku OII [7, 13].

BbIBOJIbI

PesynbraThl mccienoBaHU Tpex STHUYECKH
NpUYypOYEHHBIX HAaCIeNCTBEHHBIX 3a0ormeBaHUM
B UyBaliuu MMeroT HECOMHEHHOE MPaKTUYECKO0e
3HaYeHUE JIS1 3MpaBOOXPaHEHUS, TaK KaK OHU
MO3BOJISIIOT HE TOIBKO CBOEBPEMEHHO BepudUIIU-
poBaTh OMKCAHHBIE BbILIE HACTENCTBEHHbIE 3200
JIEBaHUS, HO M CIOCOOCTBYIOT IIpaBUJIbHOMY Ilia-
HUPOBAaHUIO O0OBEMOB MENUIIMHCKON ITOMOIIN
HacCeJIeHUIO U CHUXKEHMIO PaclpoCTpaHeHHOCTU
yKazaHHoi maTtonoruu. Kpome Toro, cozmaHue
Hay4YHO-000CHOBaHHOI 0a3bl IOMOXET ONTHUMU-
3UpOBaTh MEIUKOTEHETUYECKYIO MOMOIIb U Op-
raHM30BaTh M'eHEeTUYEeCKMiI MOHUTOPUHT Hacjel-
CTBEHHBIX 3a001eBaHUI B pecItyOIuKe.
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ETHNICALLY CONNECTED HEREDITARY
DISEASES IN THE CHUVASH REPUBLIC

A.G. Kirillov

Summary

Conducted was a geneticepidemiological study,
as a result of which for the first time identified was the
significance of the load and variety of hereditary diseases
among the titular ethnic nation. The obtained data on the
incidence of hereditary diseases among Chuvash people
represents an undeniable interest to practitioners not only
in Chuvashia, but also of the neighboring regions.
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