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[axHana pabota ABnAeTcA npogoneHnem onybnvxosaHHoro B Aexabpe 2023 roga o63opa, NOCBALLEHHOrO FrEHETUHECHON anuaeMu-
0forvn 1 reHoTUN-HEeHOTUMMYECKUM KOPPENALMAM Npu NepBuYHo BporaeHHon rmaykome (MBI B mype [1], v npenctaBnAeT AaHHble
no BocTouHoi v 0rHon Asnun, 3anagHon EBpone n Poccun. AHanua gaHHbix no 3abonesaemocTy MBI B onvcaHHbIX B gaHHoW nybnu-
KaLyu pervoHax noxasars, 4To nokasaTenv AnA 3anafgHon EBponel, eBponerickon Yactv Poccumn n BocTouHon A3ny conocTaByMbl U Co-
ctasnAT B cpegHem 1:10 O00-18 000 HoBOPOHAEHHbBIX 1 BbILLE B 3THUYECHM CMeLLaHHbIx rpynnax. Ha Tepputopun e 0rHon Asum
MWHVManbHoe Yucno aeten B MBI 3acvkcuposaHo B Henane, a maxkcrmansHoe — B VHgun. ABconioTHoe BonbLUMHCTBO MccnefoBaTe-
nen roBopAT o0 nNpeobnagaHuy ABYCTOPOHHEr0 MopareHus, KoTopoe cocTaenAaeT oT 62 fo 99 % cnyyaes. Hak npaBuno, HabniogaetcA
HebonbLuoe npeobnapgaHne manb4nHoB cpegu BonbHbix MBI, aBTopbl M3 g v MpaHummn cooblaoT npumepHo o6 ogMHaxKoBOM
KOnV4ecTBe Marnb4vMKOB 1 [EBOYEK, 8 HEMELKME Y4eHbIe BbiABKNM Bonee BbICOKYIO pacrnpocTpaHeHHocTb [MBIT cpeay aeBoyeK. Ecnu ro-
BOpYTbL 0 heHoTVMNe 3abonesBaHnA, To NPaKTUYECKK BCe UCCNefoBaTenyt oTMe4aloT Bonee TAMeENoe Te4eHWe B MOArpynnax ¢ Hanu4vem
myTaumn CYP1B1, 4em y nauveHToB, He MMEeloLLMX MyTauuy B JaHHOM reHe. YTo KacaeTcA reHeTundeckux npuynt MBI B obeyraaembix
CTpaHax, To Hanbonee YacTon ABNATCA MyTaumun B reHe CYP 187, cocTaBnAoLmMe [o TpeTu cnyvaes B Vigun, MNaxkuctaHe, 3anagHom
EBpone v esponerickon 4actn Poccun. Y naumeHToB B BocTodHon Asum myTtaumm B reHe CYP1B7, BepoATHee BCero, He ABMAOTCA
OCHOBHbIMU B natoreHesae MBI, T.K. 0BHapyr1BalOTCA 3HAYMTENBLHO PEME W HaCcTO TOMbHO B OAHOM annene. Hutanckue yqeHble nuLlyT
0 TOM, 4TO HeobxoAyMo yaenATb BHUMaHne mytaumam TEH n ZC2HC1C, VPS13D, PGF.

KnioueBble cnosa: reHeTVHecKanA aNMAEMUONOrnA, NepBUYHan BPOMOEHHaA rmayKoma, MyTtauva, CYP 1871, pacnpocTpaHeHHOCTb,
3aboneBaemMocTb, UH(AHTUNBLHAA rmayKoma
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This publication continues a review published in December 2023 about the genetic epidemiology and genotype-phenotype correlations
in primary congenital glaucoma (PCG) worldwide, and presents data from East and South Asia, \WWestern Europe and Russia. Analysis
of the incidence of PCG data in these regions shows that the rates for \Western Europe, the European part of Russia and East Asia
are comparable and average 1:10,000-18,000 newborns and higher in ethnically mixed groups. On the territory of South Asia, the
minimum number of children with PCG was recorded in Nepal, and the maximum in India. The majority of researchers talk about the
predominance of bilateral process in 62 to 99 % cases. As a rule, there is a slight predominance of boys among patients with PCG;
authors from India and France report approximately the same number of boys and girls, and German scientists have found a higher
prevalence of PCG among girls. If we talk about the phenotype of the disease, almost all researchers note a more severe course in
subgroups with the presence of CYP1B1 mutations than in patients who do not have a mutation in this gene. As for the genetic causes
of PCG, the most common are mutations in the CYP1B7 gene, accounting for up to a third of cases in India, Pakistan, \Western Eu-
rope and the European part of Russia. In East Asian patients, mutations in the CYP71B1 gene are most likely not the main ones in the
pathogenesis of PCG, because are found much less frequently and often only in one allele. Chinese scientists say that it is necessary
to pay attention to mutations TEH and ZC2HC1C, VPS13D, PGF.
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BOCTOYHAA A3UA

CoracHo pesy/nbraTaM PeTpPOCIEKTUBHOIO OOIjeHaLN-
OHA/IbHOTO MONY/ALMOHHOTO UCCTIENI0OBAHMSA, BK/TIOUMBIIETO
nanHble nanueHToB ¢ IIBI' B Kopee ¢ 2001 mo 2015 rog, mo-
KasaTesnb 3a6oneBaeMocTy coctaBut 11,0 Ha 100 000 poxms-
IIVIXCSI, TPV 9TOM CPeyi MY>K4IH OH ObL paBeH 12,0, a cpenn
>keHIIMH — 10,0. KomdyecTBO 6ONMBHBIX OBUIO MAaKCUMAalb-
HBIM B BO3pacTe MepBbIX MecALeB Xu3HM (68,78 % manyeH-
TOB), CHIDKAsACh 1o 13,66 % k 1 romy [2].

B nenTpanpubix paitoHax Kuras [1BI siBisietcst Hanbomee
PacnpOCTpaHEHHBIM THUIIOM ITIAyKOMbI JETCKOTO BO3pacTa
U COCTaBNAET 55,43 % C/Iy4aeB B MCCIENOBAHHONM IIOMYJIA-
uuu [3]. Cpenn cenbckoro Hacenenusi 10 nposuHimit Knras
CTaH/IJapPTU3MPOBAHHAsA II0 BO3PACTY PaCHpPOCTPAHEHHOCTD
IJTAyKOMBI CPefY YYaCTHUKOB CTaplie 6 jeT cocTaBuia 1,7 %
(95 % 1111 1,55-1,78 %), a 2,6 % OT BCex BbIAB/ICHHBIX CITy4aeB
raykombl coctaBuia IIBT [4]. B Toukonre IIBI' cocTaBnser
23,3 % cpeny IaLMEHTOB € IJIAYKOMOJI TeTCKOro Bo3pacTa [5].

JIns BBISAICHEHMA CIIeKTpa M YacTOThl MYyTallMii T€HOB
CYPIBI u MYOC y xopeiickux mnanuextos ¢ IIBI' 6bi1a
uccnenoBana resomuas JHK, Bssrtas n3 mepudepnaeckoit
KpOBU 85 HEPOICTBEHHBIX OOMBHBIX [6].

V22 nayuenTtos (25,9 %) umencsammbo oguu (n=11), mu60
mBa (n=11) mytanTHbIX amtend rena CYPIBI. Cpenu 11 pas-
JMYHBIX BbIABAEHHBbIX MyTaumit CYPIBI MyTauusa coBuUTra

pamky cunteiBaHuA  (c.970_971dupAT; p.T3255£sX104)
6bl1a Harbosee YacThIM MYTAaHTHBIM asUieneM (y 18,2 % ma-
L[IeHTOB), TorAa Kak p.G329S u p.V419Gfs11X 6b111 HOBBI-
Mmu. B rene MYOC fBa BapuaHTa HeM3BEeCTHOTO 3HaueHUA
(p.L228S n p.E240G) BbsiBeHB! y 2 manyeHToB (2,4 %).
Hu y ogHoro manueHTa He ObIIO MyTalMii B 060MX IeHaX.
Xota mytaumnm CYPIBI ABIAIOTCA OCHOBHON IPUYMHON
IIBT B Kopee, B flanHOM nccnefioBaHuu okosno 70 % marueH-
ToB He uMenu myTanyuy Hu CYPIBI, au MYOC, uTo yKasbl-
BaeT Ha BBICOKYIO CTEIIEHb I'€HETUYECKOIl IeTepOTeHHOCTH
3aboneBanusi. A ToT ¢akt, 4To y 11 13 22 maryeHToB OBl
TOJIPKO OfMH MYTAHTHBIN anjens B rede CYPIBI, TpebyeT
JabHENIIEro 3y4eHus APYruX reHeTM4eCKIX MeXaHI3MOB,
7ieXXamux B ocHose pasButysA [1BIL

Y naHHOM BBIGOPKM TNAIMEHTOB TAaKXKe Ol[eHMBA/IaCh
CBAI3b MEXJY KIMHNYecKyMy nposipnenusamMu [1BI' n Bugamu
06HapY)KeHHBIX MyTauuii [7]. BblIo BBLABIEHO, YTO B TIOJ-
rpymnrie ¢ HanuuneMm mytaunit CYP1BI 3ab6oneBanue ne6o-
TMPOBAJIO paHbllle, IPOTEKAIO HoJlee TSHKEIO 1 MOpaKeHue
vaie 65010 AByCcTOpoHHUM (p > 0,05). OTBeT Ha nedeHue
ObIT Xy>Ke Y HaI[IeHTOB C OONBIINM KOMTNYeCTBOM MYTaHT-
HbIX aneneit (p = 0,0017).

Bo BpeTHaMcKoI1 nonynAuuy MyTtanuu B reie CYPIBI,
BEpOsITHEE BCETO, TAK)Ke HE ABNAITCA OCHOBHBIMM, BbI-
spiBatonyMu I[IBI. Takoe mpenmonokeHye ObITIO CHEIaHO
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IO pe3y/bTaTaM MCCIefOBaHs, BKII0UMBIIero 30 601bHBIX
IIBI n 120 3popoBbIx xuteneit Boernama [8]. Kogupyromue
9K30HBI, TPAaHUIIbI UHTPOHOB ¥ 9K30HOB, a TAK)Ke HeTPaHC/IN-
pyemble obnactyu renoB CYPIBI v MYOC 6pimm aMmimuduiu-
posanbI ¢ noMoubio ITIIP 1 mogBeprayThl CEKBEHMPOBaHMIO
y BCeX yYaCTHUKOB yccnenoBanyst. Mytanuu CYPIBI 6buin
BBIABJICHBI y 5 HanmeHTos, fse (p.H279L u p.L283F) 6bun
HOBBIMIM, a O Tpex (p.Al21_S122insDRPAFA, p.L107V
u p.V320L) cooburanocs panee. Hu ofHa 13 9TUX MyTarui
He HAa0JII0flaTach HU Y OAHOTO IIPEACTABIUTEISI KOHTPOIBHOI
rpynmsl. He 6p110 06HAPYXEHO CYIeCTBEHHBIX PasMdmit
B KIMHMYeckoM TedeHun IIBI' y manmeHToOB ¢ MyTamysaMu
CYPIBI u 6e3 nux (p > 0,05). HeBbIcOKUIT IPOLIEHT MyTa-
uuit CYP1BI mpu I1BI' y BbeTHaMI[eB aHaNOTMYeH TAKOBOMY
Y AIIOHCKVIX M KUTAICKMX IALIMEHTOB, YTO TpeOyeT HalbHeil-
HIMX MCCTIEIOBAHMIA /I BBIABNIEHNUA [PYTYUX I€HOB, BbI3bIBa-
tfoufux IIBI' B JaHHBIX MOMyAALMAX.

CornmacHo MeTaaHamM3y, nposefieHHOMY Z. Ou u co-
aBT. [9], vacToTa BbLABIeHMs MyTaunit rena CYP1BI1 8 Kutae
cocrapynseT 15,9 %. B GonbmmHCTBe CMydyaeB OBUIM MJEH-
tuduuuposansl Myramym L107V u R390H. Kpome Toro,
L107V o6HapyxmBanach 1 y Kopelickux maunentos ¢ [IBI
€ 4acToToi 2,4 %, 13 4ero aBTOPSI [Ie/IAl0T BBIBOJ, YTO JJaH-
Hasg MyTalyss MOXKeT OBITb XapaKTepHOI I MAIIeHTOB
BocTounoit Asun.

Ina upentudukanmy reHermdeckoyt mpupoper IIBI
y marueHToB u3 npoBuHiyy [laHbgyH (BOCTOYHDIN paiioH
Kuras) 6p1m1 o6¢nenoBans 13 maruenTos ¢ [1BT u 50 3m0po-
BbIX 06poBobLeB. Kognpytomyto obmacts rena CYPIBI am-
wduiypoBam ¢ nomoinpio TP 1 npoBopmmu mpsimoe
cexsenuposauve [JHK [10]. [IBe muccenc-myTtanyy, A330F
(c.988G>T&c.989C>T) u R390H (c.1169G>A), 6b1/111 BbIsABIIE-
HBI y offHOTO 13 13 maunenTos ¢ IIBI. Myranusa A330F okasa-
7Iach HOBOM JI/1s1 KUTAVICKOV IONY/IALMY XaHb, a B COY€TaHUN
¢ myraumeit R390H cmoco6cTBoBana pasBUTHIO TSKETOTO
IJIAaYyKOMHOTO ()eHOTHIIA y JaHHOTO TAllJeHTa.

C uenbio nsyyenus ponu MmyTanuii rena TEK y KuTaitckux
nanueHToB ¢ [IBI' 6pino mposemeno TEK-HampasneHHOe
CEeKBEHIPOBaHIe HOBOTO ITOoKosieHnA y 200 manyeHToB IOIIy-
msanuy Xaub ¢ [IBI [11]. B 11 cembsx BoisgBIeHo 10 MucceHc-
TeTepO3UTOTHBIX BAPMAHTOB U 1 HOHCEHC-TeTepO3UTOTHBI
BapmaHT. KimHn4eckas kapTuHa 3a00/ieBaHMsA y HOCUTeIeN
myrtanuit TEK 6b1a COMOCTaBMMa C TAaKOBOJI Y TAIVIEHTOB
U3 APYTUX MOMYIALNIA, a Takoke y muiy ¢ mytanuert CYPIBI.
ABTOpBI I€/AI0T BBIBOJ], YTO PV T€HETUYECKOM TeCTUPOBa-
HUM manyeHToB 13 Kutas HeoOXORMMO yrensaTh BHUMaHUE
myTtanuam TEK.

ITuMM Xe yIeHbIMHU OBUIO IIPOBEAEHO ellle OffHO MCCIIe-
TOBaHMe /i MOMCKA HOBBIX T€HOB, CBA3aHHDBIX C Pa3BUTHEM
I1BI [12]. O6pasuer JHK 100 mannentos ¢ IIBI" u 200 3x0-
POBBIX JOOPOBOIbLIEB OBV CEKBEHNPOBAHBI C MCIIOIb30Ba-
HUeM IaHenm 13 133 IO3UIIMOHHBIX TeHOB-KaH/IUAaTOB, pac-
HIOJIOXKEHHBIX BOKPYT J1okycoB GLC3B 1 GLC3C (+1 MD).
Ilocne cxpuHMHra MallMEHTHI M KOHTPO/IbHAaA TPyMIa CO-
nep>xamu 116 m 147 pefKmMx BapMaHTOB COOTBETCTBEHHO.
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[MoTtenumanpHas acconyanus ¢ [IBI 6pima mpenBaputenbHO
ycTaHOB/IeHa Mexay Tpems reHamu (ZC2HCIC, VPS13D
n PGF). Opgnako HeoOXORMMBbI 60mee KPyIHbIe KOTOPTHBIE
MCCIe0BAHNA ¥ KIMHIYECKNII aHAIN3 MAIJIeHTOB /1A IIpe-
JOCTaBJIeHN A JOIIOTHUTE/IbHBIX JOKa3aTe/IbCTB IpeJIosIara-
eMOJ1 CBA3MU FeHOTUII-(PEHOTHII.

IOHHAA A3UA

Ecnu rosoputh o pacnpoctpaHenHoctu IIBI' B opHoI
U3 CTpaH JJaHHOTO PeruoHa, To aBTopsl u3 Hemama coo6-
IIAI0T O HM3KOM €e YPOBHe II0 pe3y/IbTaTaM MCC/IeOBAHNA,
MIPOBEJIEHHOTO B TPETUYHOM OB TATbMOTOTMYECKOM LIEHTPe
B nepuoy; ¢ utons 2017 mo nions 2020 ropa [13]. V13 obuiero
4MCTIA fleTeil B BO3PACTe [0 3-X JIeT, HOCTYIBLINX B aMOy-
JaTopHOe oTheneHue, y 46 (0,31 %) (95 % ON 0,30-0,32 %)
6pu1a prarnoctuposana [1BI. Cpemn Hux y 30 meteit (65,2 %)
HaO/MI01a/10Ch ABYCTOPOHHee mopaxkeHne. CpegHuit BO3pact
nebroTa 3aboneBanuA coctasun 12,07 + 8,9 Mecsana. binskoe
PonCTBO popuTeneit Habmoxanock y 12 (26 %) meteit.

B Vapuy curyanys uHast, HOCKO/IbKY OT IJIAayKOMBI CTpa-
matot 3-7 % mereit [14]. Joms [1BI' y manmeHTOB ¢ I1ayKoMOoit
[E€TCKOTO BO3pacTa COCTABJIAET, IO JAHHBIM PasHBIX aBTO-
poB, 28,3 % [15], 34,4 % [16; 17], 38,9 % [18]. BonpumHcTBO
ClIy4aeB JMeeT HeOI0T B TedeHMe INEepPBBIX 2-X JIeT XKU3HU
(19 %), B HeoHaTa/lPHOM IIEpMOJie BBISBIEHO 6,2 % BCex
cny4aeB [16]. [IpeobnagaeT AByCTOpOHHee mopakeHue (OT
79 1o 84 % cydaeB), 4nCIO 3a00/IEBIINX CPEAY MATIBINKOB
U JleBOYeK IpuMepHO opmHakoBo [19]. Hderu c IIBI, pox-
[leHHble OT POJACTBEHHBIX OPAaKOB, MMeu OoJee TKENYIo
KIMHMYECKYI0 KapTUHY M Xyjume nokasarenu BIJT mocne
XMPYPrUYecKoro BMeIIaTeNbCTBA 10 CPAaBHEHMIO C JeTbMU
¢ I[IBI, poantenu KOTOpPBIX He ObIM poAcTBeHHMKaMu [20].

ViccnemoBatenmt #3 OQTanIbMOTOIMYECKOTO OTHEIEHMS
K/IVHVIKM TpeTU4Horo ypoH: I. Kapauuy, ITakucras, coo61ma-
I0T, YTO B Iepuop ¢ stHBaps 2015 mo mionb 2016 T. us 377 06-
paruBLixcsa geteii IIBI 6puta BoisiBnena y 3 (0,8 %) [21].

B Mupun n IlakucraHe 60 MPOBENEHO HECKOTIBKO Te-
HeTUYeCKIX nccnenoBanmii y manuenTos ¢ I1BIL Tak, Y. Yang
M COaBT. [22] cOOOIJAIOT O [OBOIBHO IIMPOKOM CIIEKTpe
MyTaluii B MHAWICKON Iomyranvm. VImMu ObUIM MIEHTH-
(UIPOBAaHBI YeTbIpe TOMO3UIOTHBIE MICCEHC-MYTAl[iN
(c.1405C>T, p.R469W; c.1397G>T, p.G466V; c.1198C>T,
p-P400S; 1 ¢.1103G>A, p.R368H) B CYPIBI u ofHa HOHCEHC-
myTanus (¢.2421G>A, p.W807X) B LTBP2 B BocbMM MHAMII-
ckux ceMbAX. Cpeny MATYM BBIABIEHHBIX MyTanuii G466V
B CYP1B1 1 W807X B LTBP2 npepcTaB/sAI0T COO0IT HOBbIE MY-
tauuiu. JIpyrue aBTopbl, 06cenoBasye 54 nauneHTos ¢ [IBI
n 50 370pOBBIX JOOPOBOJIBIIEB M3 CeBEpHON vacTu Vuaunm,
YCTaHOBIIN, YTO MyTanyy TeHa LTBP2 He y4acTBYIOT B Ia-
toreHese IIBI' y mammenToB fanHoro peruona [23]. ITpu uc-
cnepoBanun 43 perett ¢ IIBI' 6bU10 ycTaHOB/IEHO, YTO Y IIa-
muenToB ¢ Myrtanusmu CYPIBI Tedenue 3aboneBanms 6ojee
TSDKENOe, YeM y NALlMeHTOB, He MMEIOIIVX My Talluy B JAHHOM
rere [24]. IIpuuem myrauyum B CYPIBI 6bUmn mpenmyliie-
CTBEHHO y fieTell C HeOHATalbHBIM [eOITOM 3ab0/meBaHMs
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(42,8 % cnyyaeB) 1o cpaBHeHMIO ¢ MHGaHTUIBHBIM (17,2 %).
ITs1Th U3 1IeCTV M/IAJIEHIIEB B IPYIIIIE C HEOHATAIBHBIM f1e010-
TOM U TpOe M3 IIATU B TPyIIe ¢ MHGAHTWIbHBIM UMeN Ba-
puant ¢.1169G>A [p.R390H]. VIm morpe6oBanoch Gonblie
oIepalit, ¥ pe3y/IbTaT 6bUI Xyke. [14Tb 13 14 B TpymIle ¢ He-
OHATaJIbHBIM Jie610TOM 11 8 U3 29 B TpyIIie ¢ MHPAHTUILHBIM
umenu Mytanuio ¢.227G>A, [p.R76K] B rene MYOC, xoTopas
Obla OljeHeHa KaK ToOpOKadeCTBeHHas Ipy aHanuse in silico
U TaKkxKe OblIa OOHapy>keHa y 2 U3 15 3[OPOBBIX JeTell KOH-
TPOJIbHOI TPYIIIIBL.

ITpn wuccmegoBanmm 36 OGONBIINX MAKMCTAHCKUX
cemeit ¢ IIBI' B 14 m3 Hux ObUiM OOHApYXXEHBI My-
tagun B reHe CYPIBI. B ux umcio BOIIIM TpPU HO-
BoIX (c.542T>A, c.1436A>G u ¢.1325delC) n narp us-
BecTHbIX paHee (c.868dupC, c.1168C>T, c.1169G>A,
¢.1209InsTCATGCCACCm c. 1310C>T) myraumit. Mytaunsa
p-(Arg390His) sBnseTcs Hambosee pacIpoOCTPaHEeHHDIM Ba-
pranToM B aT0it Koropre. He 6bU10 06HApy)XeHO MAaTOreH-
HBIX BapuaHToB LTBP2, uTO NMOATBEp)KJaeT reHeTUIeCKyIo
rereporeHHocTb [IBI' B makmcraHckoil momymsumm [25].
B. Rauf u coaBT. [26] TOBOPST O TOM, 9TO CEKBEHUPOBAHIE
9K30Ma C/IeyIOLIEro IOKOJEHMsA He CMOITIO OIpENeNNTh
reHeTn4ecKyio ocHoBy IIBI' B 16 ceMbsX, Y KOTOPBIX ObUIN
uckmodensl Mytauuu B CYP1BI u LTBP2, u fienaioT BbIBO[,
gro pasButnio IIBI' MOTyT crmoco6cTBOBATD CIIO>KHBIE TeTe-
PO3UTOTHBIE KOAVPYIOLIVIE VIV HEKOIMPYIOII Ve TeHbl.

Y 6ompubix IIBI' m3 25 makmcTaHCKuX ceMell ObLIo
UeHTUGUIMPOBAHO B OOLIENl CIOXKHOCTM 16 MyTarmit
CYPIBI, BbI3bIBalOIMX 3a0o0/eBaHMe, Cpeqy KOTOPBIX
IATh VIMeM CHBMUI paMKM CYMTBIBAHMSA, T.e. C.629dup
(p.Gly211Argfs*13), c.287dup (p.Leu97Alafs*127), c.662dup
(p.Arg222Profs*2), c. 758_759insA  (p.Val254Glyfs*73)
u c.789dup (p.Leu264Alafs*63), n mectp MucceHc-Bapua-
muit ¢.457C>G (p.Argl53Gly), c. 516C>A (p.Serl72Arg),
c.722T>A  (p.Val241Glu), ¢c.740T>A  (p.Leu247Gln),
c.1263T>A (p.Phe421Leu) u ¢.724G>C (p.Asp242His), o ko-
TOPBIX paHee He COOOIAIOCh. Bee mepedncieHHble U BIep-
Bble OOHAapy>KeHHble MyTaluy ObUIM OTpPHUILIATETbHBIMU
y 96 mpepcTaByUTe/Iell KOHTPOJIBHOM IPyIIsI [27].

ViccnenoBanue, 11e/1bI0 KOTOPOTO CTa/IO BbIABIEHNE MY-
taumit B rene CYPIBI y 6ompubix IIBI, nmpunapmexxammx
38 MaKMCTAHCKUM CEMbSIM, BBIABIM/IO HOBYIO My TAIIMIO CaiiTa
crmaiicuHra. Kpome rtoro, y manyeHTOB, IpMHAIEKAINX
K 9 pasIM4YHbIM CeMbsAM, ObUIM OOHapy>keHbI 4 paHee 3a-
perucrpuposannbsle Myrtanyn: p.G61E, p.R355X, p.R368H
u p.R390H [28].

B uccnegoBanuy, BKo4yBLIeM 11 poJcTBEHHUKOB, IIPU-
HaJ/IeKAlINX K PasHbIM 3THUYECKNMM TpyIIaM, ObIIO BbI-
ABJIEHO 5 pasnu4YHbIX BapuaHTOB MyTauuit CYPIBI B 7 ce-
MbfX, BK/IIOYasd [jBa HOBBIX BapMaHTa (TOMO3UTOTHBIN
HOHCeHC-BapuaHT p.L13* u KoMIlayHJ-TreTepOo3UTrOTHBIN
BapuanT p.P350T Bmecte ¢ p.V364M). PacnpocrpaHenHas
myranust p.R390H 6buta oOHapykeHa B UeThIpeX ce-
MbsX, Torma Kak p.P437L 6bta ompefeneHa OFHOKpPAaTHO.
Vipentudukanysa HoBbix MyTauuii CYP1BI mopTBep>kaaeT
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TeHeTNYECKYI0 IeTepPOreHHOCTb IMAKMCTAHCKUX IallMIeHTOB
¢ TIBI. TTanueHTBbI ¢ MUCCEHC-MYTAUMAMU JeMOHCTPUPYIOT
TsDKesIble (DeHOTUIIMYEeCKUe MPOSBICHNS 1 IIOX0e 3peHue
Iocjie XUPYPTMYeCKUX BMeIIaTe/lbCTB IO CPAaBHEHNUIO C TIa-
LYIEHTaMJ C Hy/Ib-a/tessamu [29].

B nccnegoBanuu T. Zahid u coast. [30] y 85 % mauu-
erroB ¢ IIBI' HaOmopanoch ABYCTOpPOHHee IOpaXKeHIe.
TeneTnyeckuit ananus BbLABUI 2 MucceHc-MyTauuu CYPIBI1
(c.355 G/T p.A119S n c.685G/A p.E229K), koTopbie HabIO-
Januch y 94 % nmanyeHTos.

SANMAAHAA EBPOMNA

Pacripoctpanennocts I1BI' B cTpanax 3amapHort EBporibr
3aBMCUT OT OTHNYECKOTO IIPOMCXOXK/ICHMA HACeNIeHA.
Tak, B cpegueM misi EBporbl xapakTepeH ypoBeHb 3a060-
neBaeMoct 1:10 000-18 000, mokasaTenb BbILlIE B ITHU-
YecK! CMeIIaHHbIX Ipymmax (Kak IpyMep, OH COCTaBJLAeT
1:18 500 B Bemuxobpuranum, Ife HacemeHye OYeHb PasHO-
006pasHo 10 CBOEeMY TPOMCXOKAeHuIo, 1 1:30 200 B Vpmanackoii
Pecriy6ruike, HacenmeHye KOTOpOIt 607ee OZHOPORHO), Y LibIraH
B CnoBakuu 3a60/1eBaeMOCTb 04eHb BbicoKas (1:1250) [31].

B Hlotnanaym 3a 2-1eTHUI ITepUOF, ObITIO 3apeTUCTPUpPO-
BaHO 6 ciy4aeB [IBI' [32]. 3a6oneBaemocts B IlIBenym co-
crasisieT 4,3 Ha 100 TbiC. HOBOPOX/jeHHBIX [33], B JlarBUU —
5,3 (1:19,033 HoBopoOXzeHHbIX) [34], B Janun — 4,8 [35].

JlaTBUIICKME UCCIEOBATENMN OTMETVI He3HAYUTETbHOE
peo6IaaHue UL My>CKOTO Iosia B BeI6opke (55,6 %), da-
CTOTa OffHO- U ABYCTOPOHHETO IIOPaXKeHMsI ObIIA OHAKO-
BOIf, UIIb B OFHOM cry4dae (5,6 %) OTMeUeH IMOTOXKUTEIb-
HBII CEMENHBIN aHaMHe3 [34].

DpaHIly3cKre aBTOPbI MPUBOAAT HECKONbKO MHbBIE JaH-
HbIe TI0 CBOeil CTpaHe: IO pe3yabTaTaM PeTPOCHEKTUBHOTO
SMMJEMMOIOTNYECKOTO UCC/IeJOBaHNA, TPOBEIEHHOTO B Iepu-
off ¢ 1999 mo 2014 r. u BIOuyBLIEro 71 pebenka (141 rmas)
¢ IIBI, cemeitHblil aHaMHe3 ObUT BBLABTIEH B 28 % CIy4aes, HO-
pakeHMe HOCUJIO IBYCTOPOHHMII XapakTep B 99,3 % ciydaes.
MaJIb4yKOB U IeBOYEK CPey Y9aCTHUKOB VICC/IEOBAHNA ObIIO
IIpUMepHO ofiHaKoBo (50,7 1 49,3 % cooTBeTCTBEHHO) [36].

JlaTckue ydeHble, IPOBOAUBIINE SMMLEMUONOTMYECKII
aHa/m3 3a mepuop ¢ 1977 mo 2016 rox, 3aduxcupoBamm
IIByCTOpPOHHee MOpakeHue B 62,3 % crydaeB 1 obpatuimn
BHUMaHIe Ha TO, YTO Cry4am ofgHoctopoHHei IIBI 6pim
AMAarHOCTMPOBAHbI 3HAYUTEIbHO IO3)Ke, YeM JBYCTOPOH-
Hue [35]. B maHHOM McCreoBaHMM OTHOCUTEIBHBIN PUCK
I1IBI 6611 [OCTOBEPHO BbILIE Y MaTb4MKOB (62,7 % MarieH-
toB, OP 1,60 (95 % OV 1,10-2,32)).

Ecmn roBoputh o renermyeckyux npuumHax IIBI' B crpa-
Hax EBpormbl, TO mccmenoBaTemmt MpeNcTaB/IAT Ceyolye
JaHHBIE. B MCIAHCKOI MO LAY OKOIO TpeTn crydaes IIBI'
cesasano ¢ myTanuert CYPIBI. Tak, n3 25 manyentos ¢ IIBI
y 9 (36 %) 6putn o6Hapyskersl nsmerenust B CYPIBI. A us
21 marrenta ¢ IIBI y onHoro (4,4 %) 6bUta BbISIBIEHA My TaLyis
p.Glu352Lys B MYOC 6e3 usmenennit B CYPIBI [37]. ABTopsl
OTMETWIN Pas3nmuuysi B (eHOTUIax 3ab0/meBaHuss MeX/Y I1a-
L[MEeHTaMl, VMEIOIIMMY MYTallMi0 TONbKO B OfHOM ajierne

H.l'. OranesoBa, B.B. Hagbnues, E.A. Eropos
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CYPIBI wnu B ABYX, IPeITIONOKIB MONUTE€HHBII MEXaHU3M
HAC/IEIOBAHNSL i1 OOBsICHEHNsT BapuabenbHOCTH (eHOTHIIA
y manuenTos c IIBI' gaxke B pamxax omHoit cembn. O Bapu-
abe/IbHOCTY K/IMHIYeCKOJl KapTMHBI TOBOPAT U APYyTue JC-
TAHCKVE aBTOPBI, ONNUCBIBAsA CITy4all CeMbM, B KOTOPOW y 3 13
7 6patbeB u cectep Oba ayarHoctiposasa [1BI [38]. ITpw re-
HeTIYeCKOM MICC/IEOBAaHNM Y O0/IbHBIX OpaTheB U cecTep ObIIM
BbLsBTIeHbI 2 HyIb-MyTauuy CYPIBI (R355fsX69/T404{sX38).
JlBoe U3 4 37MOPOBBIX OpaTbeB U CecTep OBUIM TeTePO3UTOT-
Hbl 110 MyTanuu R355£sX69, a y ocTa/bHBIX 2 feTelt My Taluit
He 6bu10. Habrmonamach BbICOKas BapuabelbHOCTb MPOsIBIIe-
Huit 3abonesanns. Tak, y crapmero pebenka IIBI' 6brma mya-
THOCTMPOBAHa TO/IBKO B 8 JIET 1 COCTOSTHME €TI0 3PUTENTbHbIX
(bYHKIUIT 6BITO CTAOMIIBHBIM, B TO BpeMs Kak y Myapiero IIBI
TIPOSABIIACDH IIPU POXKIEHNUI, U K BO3PACTy 4 JIeT OH IlepeHec
y>Ke 7 omneparuii ajist crabumsanyy BITT.

B ITopryranuu myTtanyy reHa CYPI1B1 BbIABJIEHBI y 6 Ia-
nueHToB u3 21 meteit ¢ IIBI (28,57 %), Bce KOMITayHAI-TeTepoO-
3uroTHsle [39]. BbUIO MAHTUONUIMPOBAHO CeMb TUIIOB MyTa-
nuit: ¢.182G&gt;A, ¢.317C&gt;A, ¢.535delG, ¢.1064_1076del,
c.1159G&gt;A, ¢.1310C&gt;T u ¢.1390dupT. ¥ Bcex mamu-
€HTOB C 3TUMM MYyTalMAMM PasBUIach ABycTopoHHsA I1BI,
TOrfa Kak B IpyIre 6e3 MyTaumii Tonbpko y 7 (46,67 %) Ha-
OII071aI0Ch IBYCTOpPOHHEee IOpaXkeHNue. Bospact Ha MOMeHT
MOCTAHOBKM JIYarHO3a ObIT HYDKE B TPYIIIE TAlMeHTOB C MY-
rauyamn (0,0 + 0,00 mpotus 4,5 £ 2,63 mec., p < 0,01).

B IlIBeitnapun guaruos [IBI' 6611 ycTaHOBIEeH y 14 ma-
IIVIEHTOB, 13 KOTOPBIX 1IeCTb (43 %) MMenu maToreHHbIe Ba-
puanTbl CYP1B1, oguH (7 %) — MyTaLMIo CO CABUTOM PAMKN
cuutsiBanusa B FOXCI, ny cemn feteit (50 %) reHeTHyIecKmit
IVAarHoO3 YCTaHOBJIeH He ObUI [40]. ABTOpBI PeKOMEHAYIOT
npoBoauTh cekBeHuposaHue CYPIBI u FOXCI nepep, pac-
IV PEHHDBIM CeKBEHMPOBaHMEM ITaHe/I) TEHOB.

B TepmMaHuMM B UCCIEOBaHUE, L[ENBI0 KOTOPOTO OBIIO
CO3JJaHMe HAIlVIOHAJIbHOTO PEruCTpa JETCKOil INayKOMBI,
BKJIIOUN/IN 28 [leTell ¢ pa3MMYHBIMY TUIIAMM I7TayKOMBI JIeT-
cKkoro Bospacra [41, 42].

1B 6pima guarHocTvpoBana y 11 (39 %) pmereit, MyTa-
myy CYPIBI 6bUmi MAeHTU(UIMPOBAHLI Y TpeX M3 HUX,
a mytauun TEK — y opHoro. ITanineHTOB MYy>KCKOTO IO/
OBbI/IO MeHblIIe, YeM >KeHCKoro (1:1,6), B OTIM4Me OT JPYIuX
UICCTIEIOBAHNIL, IIOKA3bIBAIOMMX 6oJlee BBICOKYIO pacIpo-
crparenHocth IIBI cpeny MampumkoB. TO MOXKET OBITH
00BACHEHO HEOOIBIIVIM KOTMYECTBOM YYaCTHUKOB JAHHOTO
IIIOTHOTO VICC/IENOBaHMA, T.e. HEOCTATOYHO Perpe3eHTa-
TUBHOI BBIOOPKOIL. B 14 % cemeil ObIIO YyCTaHOBIEHO POJi-
CTBO pOAUTENIeil, BO BCEX 9TUX CIydYasx Oblla oOHapyxKeHa
IpUYMHHAA TeHeTMdecKass MyTallls, 4YTO B OUepefHON pa3
TOKasbIBaeT Hac/lefoBaHVe TeHeTHYeCKX M3MEHEHNI, IpU-
BOJAMIMX K JIETCKOJ IJIAayKOMe, M HOAYepKNBaeT BIUAHNE
KPOBHOTO POJCTBa Kak ¢aktopa pucka 1B

B danum y 37 HeponcTBeHHBIX HanueHToB ¢ IIBT 6p110
upeHTUGUIUpoBaHo 12 myTtauuit CYPIBI, 5 13 KOTOPBIX
obrmt HoBbIMU [43]. Takas wactora myrtaumit CYPIBI co-
IOCTaBUMa C JPYTUMMM MONMYIALUAMU. ABTOPBI Takxe 00-
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HapY>XIIN Y OfIHOTO IallMeHTa TeTePO3UTOTHYI0 MYyTalLMIO
p.(Tyr81Asn), xoTopas, Kak IpeAlonaraaoch paHee, BbI-
3bIBa€T ayTOCOMHO-/JOMUHAHTHYIO NE€PBUYHYI0 OTKPBITOY-
TOJIbHYIO IJIAyKOMY, @ B JJAHHOM JICCTIEOBaHMUM CTajIa Ipu-
yuno [IBIL

B Benrpumu 6p11 omvican cimy4ait [IBT y coina 3gopoBoit
LIBITAHCKOJ IIaphl, HE COCTOsAIIENl B POACTBEHHBIX OTHO-
meHnsAx [44]. MoneKyIsipHO-TeHeTMIeCKMil aHanMn3 MOoKa-
3an romosuroTHyto myranuio E387K rena CYPIBI y mpo-
6aHJa U Ha/mM4yMe MyTallMi 9TOTO TeHa B TeTePO3UTOTHOI
¢dopme y oboux popureneil. ITa TeHHAs MYTALs Xapak-
TepHa JJI1 HaceleHMsA CAOBALKMX IbITAH, YTO YKasblBaeT
Ha FeHeTUYEeCKOe POJICTBO CTIOBAIIKMX M BEHI'€PCKMX I[bITAH.
Jlna maHHOM Mapbl IOKA3aHO NpeHaTalbHOE IeHeTMYecKoe
TeCTUpPOBaHMe BO 136eXaHMe PelYBa 9TOTO HACTIeACTBEH-
HOTO 3a00JIeBaHNSL.

PoOCcuUA

B Poccnmiickoit Pepeparuu 6bU10 MpoOBefieHO 60bIIIOE
TeHeTUKO-3MNIeMIOIOTNYeCKOe MUCCIeJOBaHNe, BKJIIOUMB-
mee 46 ThIC. MALVIEHTOB Y YIEHOB MX CEMEN C MPENIIOIOXKN-
T€/IbHO HAC/IEICTBEHHON IaTOJIOTMel U3 14 PErMOHOB €BpO-
IeJICKOIT YacTy CTpaHsl [45].

B xofie JTaHHOTO MCCTeOBaHMsl OBUIM BbIJI€/IEHbI Mal-
€HTbl C HAC/TEe[CTBEHHBIM XapaKTEpPOM IIOPA)KEHUs OpraHa
3peHMsi; KaK M30/IMPOBAHHON HAC/IeCTBEHHOI O(TanbMO-
MaTOJIOTHel, TaK M BXOAALIE B COCTaB HAaC/IECTBEHHbBIX
CUHJPOMOB. bBpito wmaeHtuduumpoBano 27 NalNEeHTOB
¢ IIBI. Takyxe ObI1 IPOBefieH CTATUCTUYECKNIT aHAIN3, T10-
3BONIMBIINII MaTEMaTUYECKM BBIABUTDH C/Ty4ay HAKOIUIEHUA
11 JIOKa/IbHO BBICOKMX 3HAUE€HUI PAcIPOCTPAaHEHHOCTY TOrO
VUTM MTHOTO HAC/IENCTBEHHOTO 3a00/IeBAHMSA B OTIE/MbHbIX 110~
Iy/IANVAX /YN 9THUYeCKNX rpynmax. C yJeToM aHammsa
HaKOIUIEHN 3a00JIeBaHWIT 110 IIONMY/IALMAM PasHbIX Pery-
OHOB CTpAaHbl, HA OCHOBAaHUM PACCUMTAHHBIX IIOKa3arenen
KPUTMYECKMX 3HA4eHMiI 1o F-pacmpepneneHuio (ypoBeHb
3HaUMMOCTH < 0,01) yCTaHOB/IEHO HaKOII/IEHVe ay TOCOMHO-
peneccusnoit I1BT (3,14) y pycckux n3 Kuposckoit o6mactu.
O 60oree BbIcOKOI pacnipoctpaneHHocTu [IBI' B Knuposckoii
obacTu y)ke coOOIIaIoCch paHee, KOIa ObUIM HpUBefeHa
nudpa 8,03 Ha 100 ThIc. Hacenenns [46], B TO BpeMs Kak pac-
npoctpaneHHocTh [IBI' Ha eBpomneiickoit gactu Poccun co-
craBAeT 2,92, COINIACHO JAHHBIM 3TUX XK€ aBTOPOB.

VccnenoBarensiMn u3 0(TanbMOIOIMYECKOr0 OTHere-
Hust CaHkT-IleTep6yprckoro rocyfapCTBEHHOTO MefUaTpu-
YECKOTO MEIMLIMHCKOTO YHMBEPCUTETA PETPOCHEKTUBHO
6bUTM TIpOAHANMM3MPOBAHBI MEAVMIIMHCKIE KapThl 652 fieTeit
(1000 rma3) B Bo3dpacte ot 0 1o 18 yeT, KOTOpbIE MPOXOMAN-
nn obcenoBanme u eveHne B neprog ¢ 2002 mo 2022 ropsl
110 10BOAY rnaykomsl [47]. TIBI 6bi1a ormedena B 21 % ciy-
4yaeB. Y JJaHHBIX MAaI[MeHTOB Haubojee 4acTO OTMEYanoCh
IBycTOpOHHee mopaxenue (79,7 %), mpeobmaganu Manbau-
ku (79 manuenTos; 66,9 %).

B ApxaHrenbcke ObII IPOBeeH PeTPOCIeKTYBHBIN aHa-
U3 MEIMIMHCKMX KapT JIeTell C I/IayKOMOJ, HaXOQVBIINX-
cs Ha cTanyoHapHoM nedeHun ¢ 2002 mo 2012 r. Imaykoma
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OblTa gyarHocTupoBaHa y 17 gereit (28 rmas) (11 ManbunkoB
1 6 TeBoYeK), y 9 u3 koTopbix 6bu1a I1BI' (52,9 %). Y 2/3 ne-
el 3ab6o/ieBaHMe MaHM(ECTIPOBAJIO HA TEPBOM FOZY SKU3HM
U Tpe6OBaIo OIEepPaTVBHOrO (HEPENKO IOBTOPHOTO) BMellla-
TE/IbCTBA. Y KaXKJJOTO TPeThero pebeHKa B MCXOfe IIayKOM-
HOTO TIpoljecca Hab/ofanace cienora u cnabosumeHne [48].

B pmocrymHOM HaMm nMTepaType HaiifleHO TONbKO 3 IIy-
O/IVKaIY, MOCBSIIEHHbIE U3YYEHUIO T€HEeTUIeCKNX HPUINH
IIBT B Poccyn. Tak, 1je/ipio OfHOI 13 paboT CTaja OLeHKa II0-
nmumop¢mama rena CYPIBI y maumentos 3amaguoit Cubupn
cI1BT [49]. Bito mipoBeeHO IPsiMOe ABTOMATNYEeCKOE CEKBEH-
poBaHnue 1o CaHrepy 5K30HOB 1 IIPIIETAOINX CAliTOB CIUIAi-
cunra rera CYPIBI y 28 genoBek u3 3amanHo-Cr6upckoro pe-
rioHa ¢ penotumoM I1BI. B pesynbrate ObUIN BBIAB/ICHDBI paHee
OIIVICAHHBIE B IPYTVIX STHNYECKVX IPYIIIaX [TaTOTeHHbIE Bapy-
aHTbI 9TOrO TeHa: E387K (rs55989760), R444 * (rs377049098),
R444Q (rs72549376) u P437L (rs56175199), a Takxke HoBas
OTHOHYK/ICOTUIHAS HeNelid, NPUBOAAIAsA K CABUTY PAMKM
cuntbiBanms p.F114L£s*38 B rene CYPIBI. Hu opna 13 mepe-
YJC/IEHHBIX My TalLuii He ObITa BbIAB/ICHA B KOHTPOIBHOM IPYII-
1te 3710poBbIX [06poBonbIeB (100 yemoBek). Bapmantsr R444*
(rs377049098) 1 R444Q (rs72549376) He ObIIM Hal[EHbI TAKXKe
B TIOIY/LALVOHHOI BBIOOPKe (576 yIyLl, OTOOpaHHbIX CITydaii-
HBbIM 06pasom) xuterteit 3amagnoit Crubupnu. Bee o6HapyxeH-
Hble BApMAHThI BBI3bIBA/IN PA3BUTIE Ay TOCOMHO-PeIeCCUBHOI
¢dopwmnb! I1BI. ITpn aToM Haubosee TsHKemas KIMHIYecKas Kap-
TVHA HaO/TIOfjanach y HOCUTeNIelt MyTaimit B 444 KOfoHe TeHa.
ABTOPBI JIe/TAIOT BBIBOZ, O TOM, UTO Y JIeTeil C IpM3HAKaMM II0-
pbimenua BIJ] ompappaHo mpoBefeHyue MOJEKYNAPHO-TEHe-
THdeckoro aHammsa reHa CYPIBI fjia paHHel AVArHOCTUKM
¥ CBOEBpPeMEHHOT0 Havasa tepanuu [1BIL

OTuMM ke aBTOpaMM OIMCAHO KIMHUYECKOe HabIIo-
meHue nByx cecrep n3 HoBocubmpcka, y KOTOPBIX ObIIM
OGHApY’>XKeHBI [jBa TeTepO3UTOTHBIX Bapmanra c.1330 C>T
p-(Arg444Ter, rs377049098) n c.1331 G>A p.(Arg444Gln,
rs72549376), nokanmu3oBaHHble B 444 KOJOHe TeHa
CYPIBI [50]. IIpencraBieHHbI ceMeliHbIl ciydait IIBT
IeMOHCTPUPYET HEKOTOpPble OCOOEHHOCTV KIMHUYECKOTO
Te4eHVs JAaHHOTO 3a00JieBaHVs, CBA3aHHOTO C OJHOBpe-
MEHHBIM HOCKUTETbCTBOM MYTallMii, @ MIMEHHO, IOCTaTOYHO
OBICTpOE TPOTpeccHpoBaHNe ITTAYKOMHOTO TIPOIiecca C I10-
CIIeMyIOLel TIOTePeNl 3pEeHNs U I71a3a KaK OpraHa, HeCMOTPS
Ha aKTUBHO IIPOBOAMMOe jledeH1e (6omee 5 aHTUITTAYKOM-
HBIX OIlepaliuii B aHaMHe3e). VccmenoBaren Nog4epKuBaloT
B)XHOCTD TIePCOHNPUIPOBAHHOTO MOAXOMA K JUATHOCTH-
Ke J1 JIeYeHNUI0 JaHHOTO 3a00/IeBaHMA.

Toxenyro xmHM4Yeckyo Kaptuay IIBI' memoHcTpumpy-
eT ellle OfHO KIMHMYECKOe HabmoeHe pebeHKa ¢ paHHe
(c poxmenuss) MaHugecTanyes, y KOTOpOro Ha MOMEHT 00-
C/IefOBaHNA B BO3pAcTe 2,5 NeT JUarHOCTMPOBaHa JA/IEKO 3a-
miefiast cTajys 3aboneBaHns [51]. BpisAB/IeHbI BbIpaKeHHbIE
K/IMHUKO-(DYHKIVIOHA/IbHBIE ¥ CTPYKTYpPHBblEe M3MEHEHVs CO
CTOPOHBI I7Ia3, 4 TAK)Ke U3MEHEHUsI 9MEKTPOPUSNOIOINIECKIX
nokasarerneil. B rene CYPIBI o6Hapy)keHbI paHee OMICaHHbIE
TIaTOTeHHbIe BAPMAHTBl HYKJICOTUIHON IIOC/IENOBATebHOCTI
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1330C>T (p.Argd44*) u c.1405C>T (Arg469Trp) B KOMITayHS-
reTepO3UTOTHOM COCTOSIHUI, KOTOPbIE, BEPOsITHEE BCETO, OIIpe-
Jie/VIy HeO/IaronpyATHOE TedeHue 3a00/IeBaHIs.

OBCYHOEHUE

Ananus ga"HbIX 110 3a0omeBaemoctu IIBI B ommcaH-
HBIX B JAaHHOI ITyONMMKALVM PerMoHax II0Kasas, 4TO IOKa-
3arenu s 3anagHolt EBpornbl, eBporerickoit yactu Poccun
1 BocTo4HOI A311 CONTOCTaBUMBI U COCTABIIAIOT B CpeHEM
1:10 000-18 000 HOBOPOX/IeHHBIX [2, 31, 46] u Bblle B 9T-
HIYECK! CMEIIAHHBIX IPYIIAX II0 CPABHEHUIO C OFHOPOJ-
HbeiMu. Ha reppuropun IO0>xHO1 Asuy MUHUMaIbHOE Y1CIIO
neteit B [1BI sadpmkcnpoBano B Hemarne, a MakcuManbHOe —
B VMupun [13, 14, 21].

A6conoTHOE OOJBIIMHCTBO MCCIIENOBATEIENl TOBOPST
0 mpeobagaHny ZBYCTOPOHHETO ITOPAXKEHNs, KOTOPOe CO-
CTaBIsAeT OT 62 710 99 % ciyyvaes [7, 13, 19, 30, 34-36, 39, 47],
0COOEHHO y ITaIVIeHTOB C BBLAB/IeHHON MyTanyeit CYPIBI.

Kak mpasurno, Habmofaercsi Heboploe mpeobiamanme
ManbpunKoB cpeny 6onbHeix [1BI' [2, 34, 35, 47]. ABTopsI
n3 Viapuu u OpaHiuyu roBopsAT NPUMeEPHO 006 OfMHAKOBOM
KOJIMYecTBe MaJIbYMKOB I ieBouek [19, 36], a HeMelKe yde-
Hble BBIABWIN 00JIee BBICOKYIO pacnpocTpaHeHHOCTb [1BI
cpeny feBouek [41, 42].

Ecnu roBoputs o peHoTHIIE 3260/1€BAHNS, TO IPAKTHIE-
CKI BCe MCCTIENIOBATENN OTMEYAIT O0Jiee TsDKeIoe TedeHue
B MTOArpymmnax ¢ HanudueMm mytaunit CYPIBI, 4yeM y naljueH-
TOB, He MMEIOLINX MYyTallXi B JaHHOM reHe. TspkecTp 3a60-
JIEBaHMsI XapaKTepU30Banach ero fe6Tom B 60/mee paHHeM
BO3pacTe, IBYCTOPOHHMM IOpa)KeHVeM, OOJIbIINM 4UCTIOM
TpeOyIOMMXCs onepanuil 1 60/ee HU3KMMU 3PUTENbHBIMU
¢byHkuusmMy nocre Hux (7, 24, 29, 37, 39, 49]. C 6onee 15-
JKebIM (PEHOTUIIOM OBUIM CBsI3aHBI GONIbIIee KOMMYECTBO
MYTaHTHBIX aJUIeJIell y OfHOro IanueHTa [7, 37], MucceHc-
MyTallXy 1O CpaBHEHMIO C HyIb-ajulenaMu [29], MyTanum
B 444 xogone rena CYPIBI [49].

Yro xacaercst reHermdeckux mpuwumH IIBI' B 06cyx-
JlaeMbIX CTpaHaX, TO HamOojee 4YacTOil SIB/LIIOTCS MyTa-
uun B rede CYPIBI, cocraBnAwolMe O TPeTH COydaeB
B VMupun, Ilakucrane, 3amagHoit EBpone n eBpormeiickoit
yactn Poccum [26, 37, 39-43, 49]. Bupbl MyTanmit ncumc-
JISIIOTCSL IeCATKaMM BapMaHTOB, YacTh KOTOPBIX M3BECTHA
[aBHO, a HEKOTOpble OOHAPY>KeHbI HeaBHO. Y INAIMeHTOB
ske Bocrounoit Asun myrauun B reHe CYPIBI, BeposiTHee
BCero, He SABJISIOTCS OCHOBHBIMU B maroreHese [IBI, T.k.
00HaPY>KMBAIOTCA 3HAYUTETIBHO PeXKe Y YaCTO TOIbKO B Off-
HoM atene [6, 8, 9]. Kuralickue yueHble TOBOPAT O TOM,
4TO HeOOXOAMMO YhensATh BHuMaHue myrtauusMm TEK [11]
u ZC2HCIC, VPS13D, PGF [12].

SAHNIOYEHUE

[1BI, oTHOCAIAsACS K PeRKUM 3a0O0TeBaHMSAM, BHOCUT
3HAYNMTENIbHBINA BKJIAJ, B CTPYKTYPY HE€TCKOM MHBAMUHOCTH
110 3peHuo. CBsA3aHO 3TO € TeM, YTO IIPY 3aII03[a/lI0N gua-
THOCTMKe (IpUYMHAaMM KOTOPOI, KaK IPaBUIIO, SBJISIOTCA
HEeJJOCTaTOYHAsA OCBEJOMJICHHOCTb HaceleHUa U Bpadeil
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0 JJaHHOM 3a00J/IeBaHNM, HEJOCTATOYHAsA JOCTYIIHOCTD BbI-
COKOKBaIM(UIMPOBAHHOI MEVILIMHCKOII TIOMOIIY, He APKO
BbIpKEHHAA KIMHMYeCKas KapTIHa, HeJlOCTaTOYHAA 4acTo-
Ta OCMOTPOB U Koppekumit nedenns) IIBI BemeT x HeoOpa-
THMOMY CHIDKEHMIO 3PUTEbHBIX QYHKLNUIT BIJIOTD JO Cle-
noTsl. [TosToMy mepBoodepenHas 3afada A/ CTpaHbl (MIn
ee perroHa) ¢ MOBBIUIEHHON PaclpOCTPAHEHHOCTHIO JaH-
HOro 3a0b0/eBaHMs — IIpaBM/IbHAsA OPraHMU3AILMA paHHel
AMATHOCTUKY U aJleKBaTHOE BeleHe allIeHTOB I MX CeMel,
9YTO HEBO3MOXKHO 6e3 MosneKynApHoit suarnoctuku 1B ko-
TOpas ABNACTCA HEOOXOMUMBIM YCIOBYEM IS TeHeTUYECKO-
rO0 KOHCY/IBbTUPOBAHMs CEMbU U PaspabOTKV MHAVBULYalTb-
HOTO IOfIX0/]a K BeleHNI0 60/IbHOTO.

[TonBons mror 0630py HaHHBIX, MMEIOIUXCA B JIMTE-
patype 1o mpobneMe reHeTndeckoil smugemuonoruy IIBI
U TIpEJICTAB/IEHHBIX B TaHHOU ITyONIMKaLuy U ee MepBoil da-
ctu [1], MO)XHO OTMETUTD CIIEAYIOIIVe 3aKOHOMEPHOCTH:

o IIBI' 3aHMMaeT nuaupyloliee MeCTO B CTPYKType I71ay-
KOMBI JIETCKOTO BO3PacTa B GONbIINHCTBE CTPaH;

+ HaubosbIas 3a60/1eBa€MOCTb XapaKTepHa JUIA CTPaH
CO 3HAUMTENbHBIM YMCIOM POACTBEHHBIX OPAKOB, B paMKax
OJIHOTO TOCYAApPCTBa pacrpocTpaHeHHOCThb IIBI MoxkeT oT-
NMYATbCA OT PeTMOHA K PETHOHY;

o B OONBIIMHCTBE CITy4aeB IATONOTUA JIBYCTOPOHH:A,
cpeny 3a00/IeBIINX HECKOIBKO OOJIbIIIe MaTbuMKOB;

o ¢enotun IIBI' 6onee TsOKebL y MALIEHTOB C MyTa-
nysivmy CYP1BI1 (paHHMIL BeOI0T, ABYCTOPOHHEE IOpaXkKeHe,
6orbllee KOMMYECTBO TPeOYIOMIMXCA ONepaluii), 4eM y ma-
IMIeHTOB 6e3 My TaIuit;

o Hambosnee 4acToyl reHeTmMdeckoit mpuunHoit [IBI' saB-
naTca mytauun B reHe CYPIBI, ofHAKO CIIEKTP MyTaLnii
B JJAHHOM TeHe JJ0CTaTOYHO IIMPOK.

Omnmpasch Ha ONBIT APYIUX CTPAaH, MOXXHO HAMETUTb
crIefyIoye My Ty J/Is HAyYHOTO ¥ KIMHUYeCKOTO M3y4eHns
I1BI' B Poccym:

2024;21(1):35-43

o TIpOBEfieHME SMUEMUONOTUYECKUX  MCCIeOBaHMI
I7TayKOMBI IeTCKOTO BO3pacTa B PasHBIX pervoHax Halieit
CTpaHbl, OTINYAOMINXCS APYT OT APyTa STHUYECKMM COCTa-
BOM 1 OJHOPOJHOCTBIO HaceNeHNs;

e IIpOBeJeHMe reHeTN4ecKNX uccnenosanuit [IBI' B pas-
HBIX PerroHax Halllell CTPAHBI [T BBIABJICHMSA TUMNYIHBIX
IJIA HUX My Taluii;

o YCTAHOBJICHUE CBA3Y TeHOTUI-(PEHOTUII /I IPOrHO-
3MPOBaHMA OCOOEHHOCTEl TedeHNs 3a00/IeBaHNUA Y PA3HBIX
MAIVIeHTOB 1 TIOf{00pa ONTUMA/IbHOTO JIEYeHNsT;

o paspaboTka mpoduIaKTUIeCKUX MEPOIIPUSTHI (B 4acT-
HOCTH, JOOPaYHOr0 TeHeTYeCKOr0 KOHCY/IBTUPOBAHI) B pe-
IMOHAX C MTOBBIIIIEHHOIT 3ab0meBaemMocThio [1BT.

YunrpiBas Baxknyio ponb reda CYPIBI1 B passuruu [1BI,
11e71eCO00pasHoO IPOBeNeHIIe €T0 MOIEKYISPHO-TeHE TUYECKO-
IO aHa/IM3a y JieTeil ¢ Ipu3Hakamy nosbimieHn:A BIT nus pan-
Heit auarHoctuku [1BI. 910 6ymeT s3KOHOMUYECKH OIPABJAHO
II0 CpaBHEHNIO C CEKBEHIPOBAHNEM 9K30Ma /I TeHOMA.

OueBnpHo, 9To [IBI' oTM4aeTcs reHeTYeCKOl reTepo-
TeHHOCTbIO, IIaATOreHe3 3TOro 3ab0/IeBaHMsl ellle TOTHOCTHIO
He BBISICHEH U TpeOyeT Ja/IbHelIIero n3ydeHus. VisMeHeHns
B IeHaX, UIeHTUNIpOoBaHHble y anueHTos ¢ [1BI, He mo-
HOCTBIO OODBACHAIOT ee IIaTOTeHe3, YTO CBUJIETENbCTBYET
o ceasu pasputuA IIBI' ¢ gpyrumy reHamm m MyTauuAMu.
Taxoke HeOOXOIVIMBI JaIbHENIINe MCCIeOBAHNS /s yCTa-
HOBJICHMSI CTIOXKHOJI CBSA3Y MEXAY TeHOTUIIOM 1 (eHOTUIIOM
nanyeHToB ¢ IIBI. PesyibraToM Takmx McciefoBaHNI MOXKET
CTaTb TeHHAasA Tepamysa KaK HOBBII TepaleBTUYeCKUIl MeTOf
[1BI, koTOpast OTKpOET UIMPOKIe IePCIEKTUBBI /i1 TpOou-
JIAKTUKY U JIEIE€HNSI STOTO CEPbe3HOr0 3ab0meBaHmsl.
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Oranesosa JX.I. — C60p JAHHBIX, X aHAJIN3 VI MHTEPIPETALNA, IIOATOTOBKA CTAaTbU;
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