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[nA noHyMaHuA COBPEMEHHOM CUTyaumn C reHETUHECKON 3NMAEMUONOrnei NepBUYHON BPOHAeHHOW rmayKombl (MBI B mupe 6bino
npoaHanuanpoBaHo 87 nybnukauwin 3 6as gaHHbix Pubmed u elibrary, npenmyLecTBeHHo 3a nocnegHvie 5 net. B gaHHon nybnnKaumm
NpefcTaBneHa nepsas 4acTb PesynbTaToB aHanvaa, KacawLanacA apabeKux n adpuKaHckmx ctpad, Typuvn, CLUA, Bpaswunuu, AscTpa-
nun 1 Hoson 3enangun. BTopas YacTe 063opa ByaeT noceALLeHa fgaHHbIM no BocTodHon v I0Hon Asun, 3anagHon EBpone n Poccun.
Hanbonbluasa 3abonesaemocTb [NMBIN xapakTepHa AnA apabcKyx CTpaH, YTO CBA3aHO C HaNM4MeM 3HAYUTENBHOro YMCna POACTBEHHbIX
BpakroB. B BonblumHCTBE cTpaH cpeay 3abonesLuvx MBI npeobnagany mank4mku, a npouecc Yaile 6ein ABycTopoHHMM. B ABcTpanum
npeobnapaloT nNauveHTHU eHcKoro nona. MeHoTvn MBI Bonee TArenbid y nauveHToB ¢ mytaumAmu CYPT1B1 (paHHuin pebioT, osy-
CTOpPOHHEe nopareHue, Bonbluee Y1Cno onepauuni), Yem y nauveHTos Be3 myTauui, vy NauMeHTOB C HaNMYMEM KPOBHOrO POACTBa
y popuTenen, Yem y AeTen 3 HepPoACTBEHHbIX BparoB. Cpeay reHeTn4eckux npuynH MBI B pasHbix nonynAumAx Hanbonee YacTbimm (0T
30 po 86 % cny4aeB) B apabckux cTpaHax, bpasunuu, Typummn ABnAlTcA MyTaummn B reHe CYPT1B7. CneKTp MyTaumin pasHWTCA B 3a-
BVCMMOCTU OT pernoHa. B Asctpanum n Hosoi 3enangum Beinv ngeHTudmLmpoBaHsl BuannensHble mytauuy B reHax CYP1B1, CPAMDS8
n COL18A1, a TaKkr<e reTeposuroTHble MyTauuy B reHax TEH, FOXC1 n ANGPT 1. MyTauun B pegrux reHax 6einm obHapyHeHbl 1y nauu-
eHToB ¢ MBIl 13 Jlusana (ANGPT1 (p.H186N), Masputanum (NTF4 (c.601T>G, p.Cys201Gly) n WDR36 (c.2078A>G, p.Asn693Ser)).
B CLLUA vpgeT nay4eHne BnuAHNA reHa TpombocnonavHa (THBS 7] Ha passutue MNBIN. Ha ocHoBaHum pesynsTaToB reHeTUHO-3NMAEMNono-
rMYECKWX MCCefoBaHnin MoryT BbiTb paspaboTaHel cneumdmnyeckme nevebHsle, peabunuTaLumoHHbIE 1 NPOgUNaKTUHECKVE NPOrpaMMBbl,
4yTo NpeponpepenuT yernex Tepanuun MBIy feTen, coxpaHve UX 3puTenbHbIE YHKLUK.

Knio4eBble cnoBa: reHeTVHecKanA aNMAEMMONOrUA, NepBUYHan BPOEEHHaA rmayKoma, MyTtauva, CYP 1871, pacnpocTpaHeHHOCTb,
3aboneBaemMocTb, UH(AHTUNLHAA rMayKoma
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ABSTRACT Ophthalmology in Russia. 2023;20(4):647-655

To understand the current situation with the genetic epidemiology of primary congenital glaucoma (PCG) in the world, as well as to
identify genotype-phenotype correlations, 87 publications were analyzed from the Pubmed and elibrary databases, mainly the latest 5
years. This publication presents the first part of the analysis, covering Arab and African countries, Turkey, the USA, Brazil, Australia
and New Zealand. The second part of the review, which will be published in early 2024, will focus on data from East and South Asia,
Western Europe and Russia. The highest incidence of PCG is typical for Arab countries, which is associated with the presence of a
significant number of consanguineous marriages in these countries. In most countries, boys predominated among patients with PCG,
and the process was often bilateral. In Australia female patients predominate. The PCG phenotype is more severe in patients with
CYP1B1 mutations (early onset, bilateral involvement) than in patients without mutations, and in patients with consanguineous parents
than in children from unrelated marriages. Among the genetic causes of PCG in different populations, the most common (from 30 to
86 % of cases) in Arab countries, Brazil and Turkey are mutations in the CYP7B7 gene. The spectrum of mutations varies depending
on the region. In Australia and New Zealand, biallelic mutations were identified in the CYP1B1, CPAMDS and COL18A1 genes, as
well as heterozygous mutations in the TEH, FOXC1 and ANGPT1. Mutations in rare genes were also found in patients with PCG from
Lebanon (ANGPT1 (p.H186N), Mauritania (NTF4 (c.B601T>G, p.Cys201Gly) and WDR36 (c.2078A>G, p.Asn633Ser)). In the USA,
the influence of the thrombospondin gene (THBST) on the development of PCG is being studied. Based on the results of genetic and
epidemiological studies, specific treatment, rehabilitation and preventive programs can be developed, which will determine the success
of PCG therapy in children, preserving their visual functions.
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BBEAEHUE

ITepuynas BpoxkzeHHas rmaykoma (IIBI) — oTnHOCH-
TeJIbHO pefiKoe 3ab0/IeBaHe, TOCKOTIbKY MepefaeTcs B 60/b-
IIMHCTBE C/Ty4aeB II0 AayTOCOMHO-PELIeCCUBHOMY ITyTH.
OpHako 910 Hambosee PacIpOCTPAHEHHBIN TUII [TTAyKOMBI
TEeTCKOTO BO3PACTa, MMEIOIUI Cepbe3Hble ITOCTENCTBIA
IS 3PUTENIbHBIX (PYHKLMI VM 3aHUMAIOLINMII 3HAYMMOe Me-
CTO B CTPYKTYpe CIabOBUMICHUA Y MHBAIUAHOCTU. PaHHAA
IMAarHOCTMKA ¥ CBOEBPEMEHHOe JiedeHUe OCOOEHHO Heob-
xopumbl nmanuentaMm ¢ IIBI' g coxpaHeHms 3puUTeTbHBIX
(bYHKILUIT Ha TIPOTSDKEHUN BCell )KU3HI, A BbIsABIEHME TIaTO-
TeHeTNYeCKOr0 MeXaHM3Ma Pa3BUTUS 3a00/TeBAHNSI MOXKET
IIOMOYb B 9TOM. BrLsicHeHmo marorenesa 1Bl cioco6cTByeT
VICCTIEIOBaHVe HOBBIX IIAaTOT€HHBIX T€HOB, MAECHTUUKALNA
MyTaluit ¥ TOHMMaHMe (YHKIVMOHATbHON 3HAYMMOCTU
3TUX T€HOB U MyTanuii. [eHeTn4eckas reTeporeHHOCTD I71a-
YKOMBI JIETCKOT'O BO3PacTa B COYEeTaHMUM C TPYJFHOCTBIO TOU-
HOJl IOCTAaHOBKM KIMHMYECKOTO /IMAaTHO3a B psfie CIydaeB
MIOAYEpPKMBAET BAXHOCTb TEHETMYECKOTO TeCTMPOBAHNA,
a pasBNUTMe T€HHON Tepammy OTKPBIBAaeT MIMPOKNEe IIep-
CrleKTVBBI i npodunaktuky u nederus [1BI. ITonnmanne
K/IMHIYECKOI KapTUHBI 3a00/1eBaHs, ero (eHOTUITNYeCKIX
0COOEHHOCTelT B 3aBUCUMOCTY OT F€HOTUIINIECKUX MOXKET
[IOMOYb B IUVIAHNPOBAHUI OQTATBMOTOTNIECKIX YCIIYT, TI0-
BBICUTDH OCBEJOMJIEHHOCTDb Bpadeil ¥ IMAIVIeHTOB M JIydlle

pacnpefienATh pecypchl I BOIUIOIIEHNA B XM3Hb CTpare-
TWii JIe9€HNsA, B T.4. IPOTpaMM CKPMHMHTA U KOHCY/IBTUPO-
BaHUA CEMEIL.

JInsa TOHMMaHUA COBPEMEHHONM CUTyallMM C TeHeTude-
ckoit smupemuonorueii IIBI' B Mupe, a Takske [i/151 BbIABIEHN
TeHOTUI-(PEHOTUIINYIECKNX KOPPEIALNII U O3HAKOM/ICHNA
C OTBITOM Te€HeTWIeCKUX MCCeioBanuii y 6ompHbIx ¢ I1IBI
B Pas3/IMYHBIX CTPaHaX HaMM ObIIO HATfIeHO B 0OIIeN CToX-
Hoctu 700 my6nukanuit n3 6a3 manueix Pubmed u elibrary.
Iliist 6o71ee TOAPOOHOTO IONCKA, IIOMUMO CTIOBOCOYETAHIT
Ha aHIJIMIICKOM M PYCCKOM A3BIKE «T€HEeTHYEeCKas SMNUJEeMMI-
OJIOTMA», «IIePBUYHAA BPOXK/IEHHAs [7TayKOMay», Mbl UCIIO/Ib-
30Ba/IM TaKle K/II0UeBble CTI0Ba, KaK «MyTanusa», «CYPI1B1»,
HasBaHMA CTPaH. B KOHeYHBI aHa/M3 ObUIM BK/IIOYEHBI 87
U3 HUX, IIPEUMYIECTBEHHO IyOIMKaluy IOCTIeHNUX 5 JIeT,
OJJHAKO M3-32 OTCYTCTBMS HOBBIX MUCCIENOBAHMII B psfe
CTpaH KPYT aHa/JIM3UPYEMBIX CTaTell JIA HUX PACHIMPUIICA
mo 10 met. VI3 aHanmmM3a MCKTIOYAMNCh ITyONMMKAINY, TTOCBA-
IIeHHbIe IPYIMM, HeXXe/IV NepBUYHOM BPOXKAEHHOI popMe
IJIayKOMBI (BTOpMYHAs IJIAayKOMa JeTCKOIO BO3pacTa, IoBe-
HIWIbHAA IJIAyKOMa), MeIUKaMEeHTO3HOMY JIe4eHUI0, CUHPO-
MajbHOM IMaTONOTUN U T.II.

B maHHOIT ITy6nMMKanyy IpeficTaB/IeHa IepBas 9acTb pe-
3y/IbTaTOB MUTEPATYPHOIO MOKCKA ¥ aHa/IN3a, Kacarlasics
apabckux 1 adpukaHckux crpas, Typunn, CIIA, bpasumuuy,
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Ascrpamn n Hooit 3emangyu. Bropas yacts 0630pa mo-
CBsIIIleHa JaHHbBIM 110 BOCTOYHO ¥ I0XKHOI A31u, 3amagHoit
Espomne u Poccun.

APABCHUE CTPAHbI

Pacnipoctpanennocts IIBI' cpemm apabckoit momyris-
LM OTHOCUTENBHO BBICOKaA. S. Jemmeih u coasT. [1] nmpose-
M TIOUCK B 4YeThIpeX pasnmyHbIX 6aszax maHHbIX (PubMed,
ScienceDirect, Google Scholar n Scopus) ¢ MoMeHTa UX c03-
maHus u o uronsa 2020 roga mast c6opa Bceil BO3MOXKHOI
uHdopManyu o reHerndeckol smupemuonorun I1BI' B 10
apabCKUX CTpaHaX, MCIO/b3Ys MIMPOKIEe MOMCKOBbIE 3aIPO-
cbl. BbIIO BBIABIEHO B 0611I€IT CIOXKHOCTY 77 TeHETUYeCKUX
BapMaHTOB 3a00/eBaHys y 361 maruenTa u 88 cemeit; 13 HIX
33 BapmaHTa ObUIM YHUKATbHBIMU [/ apaboB. 69 BapuaH-
TOB ObUIM MpeHTUUIpOoBaHbl B reHe CYP1BI, 5 — B reHe
MYOC u egyHUYHbBIE BapUAHTBI OBIIM 3apPETUCTPUPOBAHDI
B renax NTF4, FOXC1 u WDR36. Hanbonee pacmpoctpa-
HEHHBIM BapMaHTOM Opina myTanus c.182 G > A B reHe
CYPIBI. Ot 45 1o 100 % apa6ckux naruenTos ¢ [1BT siBis-
JIUCDh POJICTBEHHMKAMIU MEXTY COOOIL.

B 2019 ropy BbIIIEN 0GHOBIIEHHBII 0630p MCCIENOBAHMNIT,
nocssmeHHblit IIBI, mpoBenenHpix B CaygoBcKkoii ApaBun
[2]. ABTOpBI, aHAMIM3UPYA IUTepaTypHbIE JaHHbIE HeCKOJIb-
KUX JeCATIWIETNI, TI0Ka3bIBaIoT, 4To 3abomeBaemoctsb I1BI
B rocysapctse B 10 pas Bblllle, YeM B 3allaJiHbIX CTPaHAX,
u cocTapnAeT 1 cmyvait Ha 2500 HOBOPOXX/IEHHBIX. ABTOPBI
CBA3BIBAIOT 3TO C HA/AM4YMeM 3HAYMTEIBbHOTO 4YMC/Ia POj-
CTBEHHBIX OpakoB. B 10xHOM pernone CaynoBckoit ApaBun
MIMEETCs CaMblil BBICOKMII YPOBEHb PaCIpOCTPaHEHHOCTU
IIBI (27,8 %), 3a HUM CJIeyIOT 3amafHbii (23,6 %) u LeH-
Tpa/nbHbll pernoHsl (22,2 %). Bomee Huskue moxasaTenn
XapakTepHbl Jyist BoctouHoi (11,1 %) ¥ ceBepHON 4yacTu
crpanbl (9 %). Cpennmit BospacT MaHudecranuu 3abo-
neBaHuA — 3-4 Mecana. @enorun IIBI, HaOMIOmaeMblil
B CaynoBckoit ApaBui, 0OBIYHO 60jIee TAXKENMbIL, YeM B 3a-
HMaJHBIX CTpaHaX, 20 % HETCKON CIeNOThl CBA3aHO C 3TUM
3aboneBaHueM, mopaxenue y 83 % IalMeHTOB ABJIAETCA
IBYCTOPOHHUM, y YeTBEPTHU MAI[IEHTOB IIPU IePBOM 00pa-
I[eHMY HaOMIofaeTCsl yMEPEHHOe VWM BBIPa>KeHHOE IIOMYT-
HEHIe POTOBMIIbI.

Hanbonee wacroit mnpuumuoit IIBI' B momymanum
Caygmosckoit Apasun sBisaorcss mytauuy CYPIBI (npeH-
tudunypoBansl y 86 % 00CIEIOBAHHBIX), HpPU 9TOM
p.Gly61Glu — ocHOBHas MyTaIsi, CBsI3aHHAs C 3a00/IeBaHI-
eM, p.Arg469Trp — 6ornee pepkas, a PGlu229Lys — oTHOCH-
Te/IbHO HelaBHO oOHapy»xeHHas [3]. Yuensie n3 CaymoBckoit
ApaBun fenaioT BBIBOJ, O TOM, YTO IeHeTUYeCKue MCCIeo-
BaHUA PEIeCCHBHBIX 3ab0/eBaHMil, Takux Kak [1BI, BakHBI
IIsL TOCY[APCTB C OMMSKOPOACTBEHHBIMM MOIIY/IALMSIMI,
IIOCKOIbKY OHM TIIOBBICAT OCBEOMJIEHHOCTb HaCe/IeHNsA
0 mpo6ieMe U IO3BOIAT IPOBOAUTD F€HETNIECKOE KOHCYIIb-
TUPOBaHUE JIO BCTYIUIEHNA B Opak, TeM CaMbIM yMeHbIIasd
BEpPOSATHOCTb Iepefiadyt Oojie3Heil OYAYLIMM MOKOIeHMAM
u cHIDKas Opems OonesHeil B obuiectBe. [Iporpammsr re-
HeTMYECKOr0 CKPUHMHIA JIPYTuX 3a00ieBaHMII OKa3alnch
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ycremnbiMu B CaymoBckoit ApaBuu, BefleTcs pa3paboTka
IIPOrpaMMBI TOOPAYHOTrO CKPMHIHIA Y TeHETUYECKOrO KOH-
cynsruposanus s [1BI [4].

ABTOpBI 13 MapOKKO M3y4any KOPpeNALVI0 T€HOTUII-
¢denotnn B 6onb110it KOropre 60mpHbIX ¢ [IBI. ViccmenoBanne
BK/II0Ya0 94 mauueHTta u3 84 HEPOACTBEHHBIX MapOKKaH-
ckux cemeit ¢ myTtanuamu CYPIBI wim 6e3 Hux. PesybraTo
II0Ka3aJIu, 4To Oojiee TsHKeIoe MopaKeHue U TedeHue Habmo-
[aMuCh y HOCKUTeNell OuaieNIbHbIX Hynb-amneneit CYPIBI.
HanHas nH(OpMAIVs BaXKHA /IS IPOTHOSMPOBAHMSA UCXO-
noB 3aboneBanus [5].

ViccnemoBanue ¢ TOROGHOI Ielbl0 OBIIO HPOBENEHO
B Vpane [6] 1 Bmovano 17 manuenTos ¢ IIBI, y 10 u3 xoto-
PBIX ObLT M3BeCTHBI poduab MyTauuit CYPIBI (8 Bupos
MyTalMit), a y 7 4eloBeK MyTaluil 0OHapy>keHO He ObLIO.
IManuentsr ¢ myranusamu CYPIBI uMMenu CTaTUCTUYECKU
3HaYMMoe 6ojlee paHHee Hayaso 3aboneBanmus, 6Gomnee TsDKe-
JIble KIMHIYeCKIe IPOsIBIEHNsT, TPe6OBaIu GOJIBIIETO YIC/Ia
ollepalii 10 CPaBHEHUIO C IaljeHTaMu 6e3 MyTanuit. Tu
Ppe3y/IbTaThl TaK)Ke MOTYT IMETb 3HaueHue JyId IIPOTHO3UPO-
BaHMA 3a607IeBaHNUA U TEHETUIECKOTO KOHCYIbTYPOBAHNA.

ITpomomkas  TeMy  TeHETMYECKMX  MCCIEOBAaHUIA
npu [IBI: gpyrasd rpynma MpaHCKMX y4YeHBIX IpOBEA II0-
IOy/IALMOHHBIM CKPMHMHT 4YeTbipex myTanuit CYPIBI —
p-.Gly61Glu, p.Arg368His, p.Arg390His u p.Arg469Trp
B IpOBMHIVM [WIAH, HaXOfAIIeiics Ha I0ro-3alafHOM II0-
6epesxbe Kacrmitckoro mops [7].

[Ipenpinymme nccnenoBanns moxkasanu, uro CYPIBI aB-
JIsIeTCS IPUYMHON 3a60/IeBaHNS IPUMEPHO ¥ 70 % MpaHCKUX
nanyeHToB ¢ IIBT' u 9TO 3TH 4eThipe MyTaluy COCTaBIAIOT
6onpnHCTBO My THpoBaHHbIX a/vteneit CYPIBI. THK 6su1a
u3BJIedeHa 13 06pas1oB kpoBu 700 4esoBek, 5 4eJIoBeK Hec-
vt myTanuio p.Gly61Glu (4 n3 Hux 6p11m 13 okpyra Tamemr),
a cemp — MmyTauuio p.Arg368His (6 us Hux 6pimu U3 BOC-
TOYHBIX pernoHoB [n1ana). TakuM 06pa3oM, pernoHaabHbIe
gactoTsl MyTarmit CYPIBI He 06s3aTeNbHO OTPaKAOT Ha-
I[MIOHA/IbHBIE JaCTOTHI.

Heckonmpkumy rogamMm MO3Ke I OLEHKM YacTOTBI
HocutenbcTBa Myrtaumit p.Gly61Glu u p.Arg368His 6buin
obcnenoBanbl 1036 yenosexk m3 Tamema m 3029 4enosex
M3 BOCTOYHBIX pernoHoB Ilwmana [8]. IeBsATp denoBek
u3 Taemnra (0,86 %; 95 % M 0,45-1,64 %) MMeny MyTaLuIO
p-Gly61Glu, a 73 genoBexa ¢ BocToka [mmana (2,41 %; 95 %
IV 1,91-3,04 %) — myraumio p.Arg368His. CornacHo Ho-
BbIM JAHHBIM, MaKCUMa/lbHasA OXXHUJlaeMasl 9acTOTa HOCHUTe-
neit p.Gly61Glu B Taneure cocrasisier 1,64 %, a HocuTenei
p-Arg368His Ha BocTOke IMmana — 3 %. 3HaHMA O permo-
Ha/IbHBIX MYTallMsIX MOTYT YIIPOCTUTD U CJie/IaTh ONpaB/laH-
HBIM 100PAYHbIIl CKPMHMHT.

ITonck noBbix myrtaumit npu IIBI' B manHOM rocymap-
CTBe IIPOJO/DKaeTCs, TaK, B 2021 roxy 6bU1a onyoO/mmMKoBaHa
paboTa, B KOTOPOIT M3y4eHbl 4 ceMbl, 9 WIEHOB KOTOPBIX
ctpapgamu IIBT [9]. Beero 6p110 naeHTHUIMPOBAHO YeThI-
pe MyTaruu, TPy U3 KOTOPBIX ObUIM HOBBIMIU. ABTOPBI CUN-
TAIOT, YTO IIOJOOHBIIT AHA/IN3 IOMOXKET IIOHATH O1OIOrMYe-
ckyto ponb CYPIBI u BIMAHNE MyTaluil Ha PETyIATOPHbIE
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u depmenrtarusuble pynkuyuyu CYPIBI, u3MeHeHMe KOTO-
PBIX IpUBOIUT K pasButuio [1BI.

B 2020 rozy B Vpake 6110 IIpOBefieHO ITepBOE TeHETUYe-
CKOe MCCTIefioBaHNe, B KOTOPOM M3y4aIucCh MOMUMOPPI3MBI
CYPI1BI, nexxauue B ocaose I1BT [10]. JHK 6sbina BbIgENE-
Ha 13 1enbHoNM KpoBu 100 HEPOJCTBEHHBIX MPAKCKMX IIa-
uuenTos ¢ IIBI' u 100 370poBbIX feTell B Bo3pacTe oT 1 Me-
cana fo 3 ner. Myrauuu CYPIBI BoisasieHbl y 78 (78 %)
HalyeHToB. Bcero 6bUI0 OOHApyXXKeHO BOCEMb MYyTalMIii,
ILATh U3 KOTOPBIX (g.6813G>A, g.6705G>A, g.10068ins10069,
£.10138ins10139 u g.10191ins10192) ABIAIOTCA HOBBIMI,
a G61E — egVHCTBeHHasA MyTalus, OOHApYy)KeHHas TOMbKO
y MaIIeHTOB MPAKCKOJ MOMYAALMNI. ABTODBI [IENIAl0T BBIBOJ,
yro myTauusa CYPIBI (G61E) paccmaTpuBaeTcs Kak CBs-
3anHaA ¢ [IBI' B monymanum VMpaka.

B Erunte 651710 MpOBEIEHO PETPOCIIEKTUBHOE UCCTIEN0-
BaHIe, B X0Ofle KOTOPOTO OBIIN MOMTyYeHBI ¥ MPOAHATU3UPO-
BaHbl MEMIMHCKME KapThl BCEX IALMEHTOB C ITIAyKOMOIA
miapie 16 jmer, oOpamaBmmxcs B 0 TaIbMOIOTMYECKII
LeHTp YHuBepcureTa Mancypsl B nepuop ¢ 2014 no 2017
rox [11]. B obmieit cio>XHOCTY OBIIM ITPOAHANTU3UPOBAHDI
maHuble 207 manyeHToB (305 rmas), 55,1 % KOTOpBIX CO-
craymm nanyenTs! ¢ 1B Bce manmenTs! ¢ 1Bl meunnuch
XVUPYPIrUYecKy, Ipyu 93ToM B 21,8 % crydaeB moTpe6oBamoch
6omnee onHoil omeparyu. Hambormee dacTo BBIIOTHAEMOI
omepanyeli 6bTa KOMOWHMpPOBaHHas TpPabeKyTOTOMMUA-
TpabeKyI9KTOMMA, COCTaBuBIIAs 34,5 % BceX IEePBUYHBIX
onepauuii. Vimnnanranua knanana Axmena coctaBuia 87 %
BTOPMYHBIX OIlepaliMii.

Jng TpOrHOSMPOBAHMUA YCIEUIHOCTH XUPYPIUYECKOTo
NedeHns ernneTckux nanyentos ¢ IIBI' gpyrue y4ensnle us-
YUUIM pONb PasnuMYHbIX MyTauuii reda CYPIBI u ux BO3-
MOXKHYIO POJIb B KauecTBe IPOTHOCTIYeCKOro dakropa [12].
29 nanyenToB (42 rmasa) ¢ [1BI' 6p11m npooneprpoBaHbI € 1C-
I0/Ib30BaHMeM KOMOMHIPOBAHHOI TpabeKymoToMuu/Tpade-
KY/ISKTOMMM ¢ MUTOMULIMHOM-C 1 HabMIOjammch B TedeHue
12 mecsanes mocne onepauyuy. Pesynbrar omepauuu OLeHN-
Basics Kak ycrenHsii (BIJL < 21 MM PT. CT. ¢ MECTHOIT Mefyi-
KaMeHTO3HOJI Tepamuell mwiym 6e3 Hee) WM KaK HeyJauHbIi
(BI'l > 21 MM pT. CT. C IpUMeHEHVIeM MeCTHBIX IIPOTUBOI/IA-
YKOMHBIX TpemnaparoB). CeMb HOBBIX MyTaluit u3 15 BBIAB-
JIeHHBIX ObUM 06Hapy»KeHbI B reHax CYPIBI1 y 14 manyeHTOB
(48,2 %). Hanmuume MyTaiuit He KOppenupoBao ¢ Heyfad-
HBIM pesynbTaToM omepauuu (p = 0,156, OII = 3,611, 95 %
IV 0,56-22,89), HO OINTENTBHOCTD TUIIOTEH3UBHOTO 3 dex-
Ta OBITa 3HAYMMO HIDKe, 4eM Yy TallMeHToB 6e3 MyTammit (p =
0,015). HeaddextuBHOCTD Olepanyy Koppenmpopana ¢ Ha-
JM4MeM KPOBHOTO POFICTBA y popuTerneil maryenTa (p = 0,016,
Ol = 11,25, 95 % O 1,57-80,30). ViccnemoBaTenu fmenaiT
BBIBOJL, O TOM, 4TO MyTanuyu CYPIBI MOXXHO paccMaTpuBaTh
KaK ITPOTHOCTIYECKMiT akTop 3¢ PeKTMBHOCTY XUPYpride-
cxoro BMemartenbcTa mpu I1BIL Pacipoctpanennocts IIBI
U BIVAHNE OMM3KOPOJICTBEHHBIX OPaKOB M3Y4aloCh TaKKe
B HepjaBHeM uccenoBanuy Y.M. El Sayed u coasr. [13], Bkto-
yaBleM 652 nanyenTa (1113 r1a3) ¢ I1arso3oM geTcKoil I1a-
YKOMBI M/ C TIOJO3PEHNEM Ha ImaykoMmy. KpoBHoe posicTBO
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ponurtereit 66110 BbLABIEHO ¥ 334 maumeHToB (51,2 %). IIBI
6bUla Hambormee pPacIpOCTpaHEHHBIM JuarHo3oM (68,2 %
OT BCeX BK/TIOYEHHDIX MTAI[VIEHTOB).

B 2016 roxy 6b1a ony6/11MKOBaHa OffHA 13 IEPBBIX pabor,
HOCBAIIeHHasA aHanmmay 3abonesaemMoctu IIBI u Bupam my-
tanit B JIuBane [14]. B uccnegosanne 6bU1M BKIOYEHbI 18
JIMBAHCKMX ceMell (66 4enoBeK), [0 KpaiiHeil Mepe OfVH 4/IeH
KOTOpPBIX CTpajjal ofHO- uau gByctoponHeit IIBI. Myranun
rena CYPIBI BbIgBeHbI B 6 ceMbsx (33 %), 4TO HIDKE, YeM
B JPYIMX apabCKMX M OMVDKHEBOCTOYHBIX MOMY/IALUAX.
Boutu MpeHTHUIMPOBAHBI IATh paHee OMMCAHHBIX MyTa-
muit (p.R444Q; p.E229K; p.R469W; p.G61E; p.M1T) u opgna
HOBas ofHOHYKIeoTHAHas genenus (1793delC). [TaunenTsr,
y KOTOpbIX Obli ob6Hapy>keHbl myTaumu CYPIBI, ume-
7 6oree TsOKeNbI peHOTUH 3abonmeBaHuA (60/Iee paHHUI
BO3pAacT IOCTAaHOBKM JMarHO3a, Go/lee BBICOKAas YacTOTa
JIBYCTOPOHHETO MOpa)kKeHNs, Gofbliee MCIO TPeOYIOIIX-
¢ pas KommeHcauyu BIJI omeparmit), 4eM Te, Y KOTO MYy-
taumit CYPIBI ue 6bu10. MyTanym resa MYOC He 6buin
BBLIABJIEHBI HM y OffHOrO manmeHTa. IIpomo/mkeHneM faH-
HOTro MccenoBanus sapunach pabora N.J. Makhoul un coast.
(2023): 12 manmentos ¢ IIBI, y KOTOpbIX paHee He OBITO BbI-
apnero myTanuit CYP1B1/MYOC, 6 IOBEPTHY ThI CeK-
BEHIPOBaHMIO Bcero sk3oMa [15]. Kontponem mocmyxumm
100 3KOpOBBIX YelOBeK. Y 5 MalMeHTOB OBUIO BBIABIEHO 6
MYTalMil B M3BECTHBIX T'€HaX, OTBETCTBEHHBIX 32 PasBUTHUE
I1BI: romosurotusle mytaunu 8 CYP1BI (p.R368G), LTBP2
(p-E1013G) u TEK (p.T693I), a Taxxe reTepO3UrOTHBIC MY-
taumu B FOXCI (p.Q92*), TEK (c.3201-1 G>A), ANGPTI
(p-K186N) 1 CYPI1BI (p.R368G). Y 2 nanueHTOB, y KOTOPBIX
He OOHApYXXWIM B IPEbIAYIIEM UCCIEJOBAHUM MYTaIVN
CYPIBI, B TeKylleM MCCIe[OBAHNI ObIT BBISBIICH OO~
TEJIBHBIN Pe3y/NbTaT BCIEACTBUE PasHbIX HAOOPOB IpariMe-
pos u ycnosuit IIIIP. [TorennnanbHO MOBpeXAaollMe Ba-
PMAHTBI OBUIM OTMeYEHbI B HECKONBKMX I'eHaX-KaHAMIaTax.
3a ucxiaodenreM Mmyrtauyuu FOXCI, Bce OOHapy>keHHbIe
U ONMCAHHBbIE B paMKaX JJAHHOTO MCCIIEJOBAHNUA TeHeTude-
CKJI€ BapMAHTBI ABIAIOTCA HOBLIMU. [lomydyeHHbIe pesynbTa-
TBI HO/[4€PKMBAIOT I€HETHYECKYI0 TeTepOreHHOCTDb MBaH-
CKOTO HaCeJIeHUS U BBICOKMII YpOBeHb KPOBHOI'O POJICTBA
y 50 % mpencTaBuTeneil 9TO KOrOPThl. ITO MCCIE0OBAHME
HO/[4ePKMBAET BAXKHOCTb CEKBEHMPOBAHMUA BCETO 9K30Ma
IS BBIABJIEHMA HOBBIX I'€HOB-KaHAMATOB IIO Pa3sBUTHUIO
IIBT y nuBaHIieB.

Yacrora mytauuit CYPIBI 6biia ouneHeHa y 18 manu-
eHToB c [IBI, mpoxuBamolmux B IeHTPAaTbHOM U IOXKHOM
paitonax Tynuca [16]. Kogupytoimne ob6rmactu CYPIBI aHa-
JIM3MPOBAIN ITyTeM IPsAMOro CeKBeHMPOBaHMA. AHANIN3 IO-
CJIeOBATE/IbHOCTY BBIABU/I «TeTPAajjIeIbHYI0 MYTAIlMIo»
(nBe HOBBIe MyTany, p.F2311 u p.P437A B roMO3UTOTHOM
COCTOSIHMM) Y OJHOTO TIaIl¥eHTa. 3J0POBbIe UIEHBI €TO Ce-
MbJ HECTIM 9TU BapMally HA OTHOM U TOM >Ke ajjerne. [Ise
paHee omycanHple MyTtanyu p.G61E u c¢.535delG Taxke
ObIIM BBIAB/IEHBI B TOMO3UTOTHOM COCTOSTHUU Y CeMU 1 ABYX
Ipo6aHfoB cOOTBeTCTBeHHO. MyTtauyu CYPIBI mpucyr-
cTBOBaNM B 55 % ajeneit TyHucckux nanyenTtos ¢ [1IBIL

H.l'. OranesoBa, B.B. Hagbnues, E.A. Eropos
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B Mapputanun ObUIO NPOBEEHO TeHeTUYeCKoe MC-
clemoBaHMe 4-X ceMell, B KaX/I0il 43 KOTOPBIX OBLTO He-
ckonbKo 60mpHbIX IIBI [17]. CexBeHMpOBaHMe 9K30Ma BbI-
ABUNO TIATOTEHHble MyTaluM B deTbIpex reHax: CYPIBI
(c.217_218delTC, p.Ser73Valfs*150), MYOC (878C>A,
p.T293K), NTF4 (c.601T>G, p.Cys201Gly) u WDR36
(c.2078A>G, p.Asn693Ser). Takme pesynbTaTbl OTPAKAIOT
STHNYECKYI0 HEOIHOPOJHOCTDb HaceeHys1 MaBpuTaHum, of-
Hako HeoOXoxmMo obcrenoBaHme 60/1ee KPYITHOI KOTOPTBL.

TYPUUA

B nepmop ¢ 2000 1o 2013 rop B OTHOM M3 ITTAyKOMHBIX
L[EHTPOB IAHHOTO rOCyfapcTBa 6bUI0 06CmenoBano 311 ma-
nueHToB (600 I71a3) ¢ BPOX/EHHON ITIAayKOMOII, Cpefy KO-
Topeix 6ompHbIX ¢ IIBI 66110 63,3 % (1 = 197). KpoBHoe
POJCTBO U IJIAYKOMHBIII CeMeITHbII aHaMHe3 ObUIN 3aUKCH-
poBanbl y 141 us Hux (71,57 %) [18]. ¥ 25 Typenkux manu-
enToB ¢ [IBT 6b11 IpOBefieH aHa/M3, BKIIOYABIINIL BCE 9K30-
HbI reHoB CYPIBI, MYOC, FOXC1 u PITX2 [19]. Myraunsa
rena CYPI1BI BbiaBiena y 20 (80 %) maumeHTOB, MyTaluA
FOXCI — y onnoro (4 %). He 6bI/10 BBLABIIEHO My TAL{yit re-
HoB MYOC, FOXCI n PITX2 B coyeTaHUM C MyTalieil reHa
CYPIBI. Ilarorennsit Bapuant (p.Gly61Glu) nabmonarn-
cay 12 (60 %) manyeHToB (B IIepBOM M BTOPOM 9K30HAX).
ABTOpBI I€MA0T BBIBOL O TOM, UTO Hambojee pacmpocTpa-
HeHHoIt npuanHoit IIBI B roro-BoctoyHoM pernone Typrym
AsnsAerca mytanus resa CYPIBI, a HanbojIee YacThIM I1aTO-
TeHHBbIM BapuaHToM — ¢.182G > A (p.Gly61Glu).

A®PUHA

B cyiry 5SKOHOMIYECKVX TPYIHOCTEI, He[OCTATOYHOI 0-
CTYIHOCTY MEAMIMHCKOJ MOMOIIM, OCHAIeHHOCTU Mefy-
IMHCKMX IJeHTPOB, OCBEIOM/IEHHOCTY HAace/IeHNs U TIepco-
HaJla 0 IJIaykoMe B adpukaHckux ctpaHax [IBI BbLaBnsgerca
B 3aI103/]a/Ible CPOKI, KOIJIA Y feTeil CHVDKEeHNe 3pUTeTbHBIX
(YHKIMIT BEIPa>KeHO 3HAUUTeIbHO. [10 9TUM >Ke pU4MHAM
He yJe/sIeTCs IOCTaTOYHOE BHYIMaHYVe TeHeTIYeCKIM UCCTIe-
IoBaHMAM. B jocTyHOI HaM uTepaType ObUIO HallIeHO He-
CKOJIBKO JICCTIEIOBAHMIA, IIO3BOJIAONINX CO3/1aTh IPYMEPHYIO
kapruny curyauuu ¢ [I1BI' Ha Appuxanckom marepuke. Tax,
yuenble u3 bypkuna-®aco (3anmagnas Appuka), peTpocIex-
TUBHO OLIEHVB JIJaHHbIE TPeX MEAMIMHCKNUX LIEHTPOB B IIe-
puox ¢ 2012 1o 2020 r., chopmmupoBanmu BeI6OpKy 13 13378
HALMEeHTOB, y 15,74 % 13 KOTOPBIX OblIa JYAaTHOCTUPOBaHA
IIBI' [20]. VccnemoBarenn us ManaBu (}Oro-Bocrounas
Adpuxa) TakKe PeTPOCIEKTMBHO IIPOAHATU3UPOBAIU Me-
JOVILIMHCKME KapThl ITALIEHTOB B BO3pacTe #o 16 et ¢ nua-
THO30M II€PBUMYHOI ITTayKOMBbI 3a mepuoy, ¢ 2016 mo 2018 r.
[21]. Bcero 6bimo Bbimeneno 45 maiuentoB (80 rmas), 42
13 KOTOpbIX uMenu AnarHo3 I1BI. bonblumHcTBO NaleHToB
ObM My>KcKoro mona (67 %), IBYCTOpOHHee IOpaKeHue
Habmonanocs y 77,8 %, Ha 62 rnasax (77,5 %) mpu ocMoTpe
MIMeJIOCh MOMyTHeHue porosuiisl. B Tanzanun (Boctounas
A¢puxa) ObIIO NPOBEEHO PETPOCIEKTUBHOE MCCIIE0Ba-
HIe, BKIIOYaBllee fieTeil B Bo3pacTe fo 17 ner c IIBI, ne-
YYBIINXCA B MEAVIITHCKOM LIeHTpe parioHa Kimmanmxkapo
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B nepuog ¢ 2000 o 2013 rop [22]. B nccnenoBanme 6biin
BxioueHsl 70 nmanyenTos c [IBI, cpepnnit Bospact npu nep-
BOM OOpalljeHny cocTaBui 1 Tofi, okoso 87 % meTelt yxe uMe-
mun cnaboe 3peHne. bonpmmHcTBO 06pamennii (60 %) 6510
ClIelTaHO IO COOGCTBEHHON WMHUIMATUBE, OCHOBHBIM CUM-
IITOMOM J/IsL 9TOro cTan 6ydranpm. VccnenoBarenn nemaoT
BBIBOJ, O TIO3[{HEM IIOCTYIUIEHNN JieTel B 0pTanbMoIornye-
CKYIO K/IMHUKY, /3-3a 9TOTO JIe4eHe ObUIO Ha4yaTo Ha M03[-
Hei1 ctaguu 3abonesannsa. B FOAP 23 neram (19 ManbunKoOB)
¢ IIBI' (y 19 gmereit npolecc 6bUI JBYCTOPOHHUM) U3 BYX
neTckux  opTanbMONOTMYeCKMX KIMHUK JoxanHec6ypra
ObIIO BBINOTIHEHO IIONIHOE CeKBeHMpOBaHMe 3k3oma [23].
BbUTa mcronp3oBaHa CcTpareryus IPUOPUTE3aLuy, IpU KO-
TOPOJI CHayasa oljeHMBanu usBectHble rensl I1BI' (CYPIBI,
LTBP2 n TEK), a 3aTeM BBbIAB/ISUIY IIPeAIIONIaraeMble BbI3BI-
Balolye 3a00/IeBaHyIe BApYAHTbI B APYTYX FeHaX, CBA3aHHBIX
C IIa3HBIMU 3ab0/eBaHMAMIU. IlaToreHHble BapyaHTbI IeHa
CYPIBI (c.1169 G>A; p.Arg390His) u rena TEK (c.922 G>A;
p.Gly308Arg) Obumi HaliieHbl KaX[IbLl Y OFHOTO pebeHKa.
Myranuit LTBP2 onpepeneno He 6su10. [Ipornosst in silico
BBIABIUIN IIOTEHI[MA/IbHO OIIACHBIE peJIKyie BapUAHThI T€HOB,
paHee CBAI3aHHBIE C ITTAYyKOMOIA, emle y 12 feTeit. [JanHoe uc-
cefoBaHye ObIIO TIEPBBIM, onpenenuBuMM Myrtaunio TEK,
Bo3BasuIyio [1BI' y appukanckoro namnyeHra.

CLLUA

B r. Akpon mrata Orajto ObUIM IIPOAHATN3UPOBAHBI
MeAUIIMHCKIEe KapThl BCeX IMAI[MEHTOB B Bo3pacTe 18 set
u mapie (n = 108), y KOTOpbIX ObUIa AMAarHOCTMPOBA-
Ha IIayKoMa B meprof ¢ 1 stuBaps 2008 1. mo 30 ceHTs16ps
2018 . IIBI coctaBmia 3 %, BCe MalIeHThI ObUIN MY>CKOTO
nona [24]. B gpyrom uccnenpoBanum, BKmodasineM 205 feTel
¢ T7IayKoMoit co Beero urrata @mopupa u Kapubcknx ocrpo-
BOB, ¥ 39 marenTos (70 r1a3) 6pi1a guarHoctuposana [1BT,
4To cocTaBmio 19 % ot Bceit BoibOpKH [25], 72 % — MyX-
CKOT0 107Ia, Y 79 % mopaskeHue ObIO BYCTOPOHHMM. Y 26 %
IeTelt 3a60/eBaHNe HaYa/IOCh B IEPUOL HOBOPOXX/JEHHOCTI;
y 62 % maundecranus IIBI' mponsonura B Bo3pacte oT 1
70 24 Mecs1ieB.

C uenplo ompefieieHNs1 YacTOTbI HOCUTENIBCTBA MYTa-
uyu CYPIBI y KIMHUYECKN 3/[0POBbBIX JINLI, IIPOKMBAOLINX
B CIIIA, 6bumt o6cmenoBanbl 250 demoBek 6e3 ITTayKOMBI
U ceMelfHOro aHaMHe3a I7aykoMbl. MyTauuyu CYPIBI 6bm
UAEHTUPUIMPOBAHBl C MOMOIbI0 cekBeHmpoBaums JTHK
[26]. ABTOpBI IPMBOJAT TaKye pacyeThbl: YIUTHIBAS YaCTO-
Ty 3aboneBanus (1 Ha 10 000) u pacpocTpanennocts [1BI,
cBasannoit ¢ CYPIBI (15-20 %), gacrora IIBI, cBs3aHHOII
¢ CYPI1B1, B CIIA cocraBnser npumepHo 1 Ha 50 000, a oxxu-
faeMas 4acTOTa HocuTenbcTBa MyTauuu CYPIBI pomxHa
coctaBnath 1 Ha 112, win 0,89 %. B pesynbrare uccreno-
BaHMA OBIIO BBIABIEHO, 4TO 11 (4,4 %) y4acTHMKOB ObIIN
HOCUTE/IAAMM OfIHOI ITATOreHHO MYTalluM, YTO COCTaBIIAET
9acTOTY HOCUTENbCTBA 1 Ha 22, a 3T0 B 5,1 pasa npeBbIIIaeT
0XIJIaeMYI0 YaCTOTY. Bce BbIsAB/IEHHBIE My TAI[UM OBUIM MIIC-
ceHC-MyTauuAMHU. boree BbIcoKasd, YeM 0KUIANOCD, YACTOTA
HocutenbeTBa (1 Ha 33, 3,0 %) Takxe Habmofamacs y 4300
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Oe/IbIX aMepMKaHIEeB, CEKBEHNMPOBAHHBIX B paMKax IPOEK-
Ta CEKBEHMPOBaHMA 5K30Ma HalMoHa/IbHOrO MHCTUTYTa
Bammmarrona. BonbIIMHCTBO BBIABIEHHBIX MYTaljuil ObIIn
TaKoKe MuUcceHC-MyTtauysMu (93 %). ViccnepoBatenu pena-
10T BBIBOJI, YTO JIaHHBIE Pe3y/IbTaThbl II03BOJIAIOT IIPEJIOIO-
XKUTb, 4TO PACIPOCTPAHEHHOCTD 3a00JIeBaHIIT, CBSI3AHHBIX
¢ CYPIBI, moxeT GbITh BbIllIe, yeM oxupanack. VI CYPIBI
MOXKeT UTPaTh HEMA/JIOBAKHYIO POJIb B Pa3BUTUNU He TOIBKO
I1BI, HO u IayKOMBI € 607Iee TTO3EHIM HadyaIoM.

Anamms mytanuit CYPIBI, a taxoke LTBP2 n MYOC nipo-
BOIWJICA M CPeAV MAIJMEHTOB C YCTAaHOB/IEHHBIM JMarHO30M
IIBI' [27]. B mccnenoBanme 6bUIM BKIOYEHBI 57 IMal[MIEHTOB
¢ IIBT (47 cemeit), 71 300poBBIit YieH ceMby mpobanzga u 101
3IOPOBBII YeTIOBeK (He AB/IAIOLINIICSA POCTBEHHMKOM y4acT-
HIKOB U3 Apyrux noarpynmn). B 7 cempsx c IIBT (14,9 %) o1-
MedeHbI (GeHOTHIIBI 3a00TIeBaHNs, CBSI3aHHBIE C MyTalVsAMU
CYPIBI: 1 ceMbsa ¥Mesla TOMO3UTOTHBIE MYTaHTHbIE aJI/IeNHN,
6 ceMeil HeCM C/IOXKHbBIE T'eTEPO3UTOTHBIE MyTalMu. Bbto
UAeHTUGNUIMPOBAHO 5 HOBBIX KOMOVHALMII CIIOXKHBIX Te-
TEPO3UTOTHBIX MYTallMii, 13 KOTOPBIX 2 KOMOMHAIMM OBUIN
oOHapY>KeHbI IIPY CeKBEHMPOBAHUM BCero sk3oMa. Hukakux
6071e3HeTBOPHBIX MyTaumii B reHax LTBP2 u MYOC o6Ha-
PY>KeHO He ObITO. ABTOPBI YKa3bIBAaIOT Ha TO, YTO CEKBEHU-
pOBaHMe BCEro 3K30Ma B COYETAHMU C CEKBEHVPOBAHNEM
1o CsHrepy MOXeT BBISIBUTb HOBbIE I'€HbBI, OTBETCTBEHHbIE
3a pasButue [1BI'y maijueHToB, y KOTOPBIX He OBbIIO BbISBIEHO
MyTaLuii B 60/ee U3BECTHBIX eHAX.

B Hactosamee Bpema B CIIA Havyanmuch MccmefoOBaHUA
B/IMsAHUA reHa TpoMbocnionnHa (THBS1) Ha passutue 1B,
BO3MOJXXHO, CKOPO CTaHYT M3BECTHBI HOBBIe (aKTbl O pOK
IaHHOTO TeHa B IIaTOTeHe3e 00Cy)kgaeMoro HaMyu 3abojeBa-
Hus [28].

BPA3UNUA

CormacHo PeTPOCIIEKTUBHOMY MCCTIEOBAHMIO,
B KOTOPOM OBUIM MPOAHATM3MPOBAHBI MEAMIMHCKUE Kap-
TBI NAIIVIEHTOB KJIMHYKY JIETCKOI I/ayKoMbl PefiepanbHOrO
yuusepcurera Can-Ilaymy ¢ 2010 o 2018 r., n3 624 IpOKOH-
CY/IBTUPOBAHHBIX fieTeil V¥ 496 ObUI IOATBEPXK/IEH [AMArHO3
TETCKOI ITIayKOMbI M/IM IIOfO3peHMe Ha Iaykomy. V3 Hux
IIBT 6pira guarHoctupoBaHa B 218 ciayuasx (43,95 %), T.e.
rayKoMa Oblla Hanbosiee YaCThIM JUarHO30M. Y OO/bIINH-
CTBA MAIMEHTOB IPOLecC ObIT [BYCTOPOHHMM [29].

[MonynAuusa 3TOro rocyfapcTsa OTAMYAETCA HaIN4MEM
HECKOJIbKMX TPYIII, MMEIOIMX pas3NniyHoe IPONCXOXKIEHMeE:
apUKAHIBI, VHAENIbI, €BPOIENIIbL, U MPENCTAB/ISET WH-
Tepec JiAd TeHETUKOB. [I/Id U3ydeHNus CBA3Y MeX/y KIMHU-
YECKOIT KapTUHOI 1 TeHEeTUIECKNM IIPOUCXOXKIeHneM Opa-
3uIbCcKuX manueHToB ¢ [IBI' 6pu10 oTo6pano 30 GOMBHBIX
¢ IIBI' n 60 HepOACTBEHHBIX MM 3[JOPOBBIX HOOPOBOBIIEB
[30]. 18 (60 %) meTeit MMeny [BYCTOpOHHee 3a00/eBaHIe,
16 (53,3 %) 6bUI My>KcKoro mona. CpegHuit BO3pacT Ha MO-
MEHT IIOCTAaHOBKM [IMarHo3a cocTaBui 6,3 Mecsma. B mc-
crenyemoit rpymme ¢ IIBT fgosst eBpomeiiies, adppukaHies
u uHpenies coctasuia 0,784 + 0,044, 0,149 + 0,035 u 0,067
+ 0,023 COOTBETCTBEHHO; B KOHTPO/MbHOI rpymnme — 0,730 +
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0,048, 0,132 + 0,034 1 0,138 + 0,032 cooTBeTCTBEHHO. BBINIO
YCTaHOBJIEHO, YTO yBelW4YeHNe Ao apuMKaHCKUX UHIe-
noB (INDEL (Insertion/Deletion)) 65110 cBsI3aHO C XYM
IPOrHO30M 3((HEeKTUBHOCTI XMPYPIUYECKOro nedeHus (p =
0,036). ABTOpBI [e/al0T BBIBOZ O TOM, YTO MapKepbl TeHe-
TUYECKOTO IIPOMCXOXKIEHM MOTYT OBITH TIOIE3HbI B FeTepo-
TeHHBIX IONMYIANAX, TAKUX KaK OpasnibcKasi, Ipy MPOTHO-
3MPOBaHUN UCXOfI0B neyeHns I1BI.

Ecnu ToBOpUTHL O TeHeTMYeCKOM CIEeKTpe MyTaIuii
y 6pasmnbckux nanueHToB ¢ [IBI To coobujaercsa o MyTa-
uu 182 G>A (p.Gly61Glu) B rene CYPIBI xak Haubonee
pacIpocTpaHeHHO! He TONbKO B bpasummu, Ho u B Vpane,
[Topryranmuu, CaymoBckoit ApaBum u Bpername [31].
Ipyrue aBTOphl, MoMuMo ¢.182G>A, cOOOLIAIOT O MyTaLK
¢.241T>A, BbIsABIIEHHOI B pesynbraTe 06cenoBanus 17 He-
porcTBeHHbIX nanueHToB ¢ [IBI' [32]. 5 mannentos (29,4 %)
UMeNU B aHaMHe3e KpOBHOe POJICTBO poauTeneii. Beero ma-
TOreHHble BapuaHThl reHa CYPIBI Obliy BBIABIIECHB! Y 4 Ia-
1MeHTOB (23,5 %). CraTucTU4ecKy 3HaYMMbIX KOPPe/IALii
TeHOTUI-(PEeHOTUII 0OHAPYKEHO He OBITO.

OTcyTcTBME T'€HOTUII-(DEHOTUIINYECKON KOPPeAnNU
y 6pasuIbCKMX NMAIlMEeHTOB OBUIO YCTAaHOBJIEHO ellle B OJTHOM
uccnepoanuu [33]. Ouenka BausaHusa Myrtanuy CYPIBI
(aBTopnl ykaspiBaloT 4340delG xak Hambormee dYacTyio)
Ha KIMHIYeCKyIo KapTHYy 6bUIa mponsBefeHa y 150 marm-
enros ¢ IIBI. Bsuto oTMeueHo mpeobnajaHye CIOXKHBIX Te-
TEPO3UTOTHBIX MYTAINil B ]AHHOI BHIGOPKe.

ABCTPAINMA N HOBAA 3ENAHAUA

B paHHBIX cTpaHax OBUTIO IPOBENEHO MacliTabHOe pe-
TPOCIIEKTUBHOE MCC/IeOBaHUe, OCHOBAaHHOE Ha aHajN3e
AscTpanmiickoro 1 HoBo3enaHICKOro ITTayKOMHOTO Peru-
crpa (Australian and New Zealand Registry of Advanced
Glaucoma (ANZRAG)) ¢ moMeHTa ero cosmanmus B 2007
rofgy go oktsabps 2020 ropma [34]. B obumieir crnoxHOCTH
66110 BKIHOYEHO 660 uenoBek (1219 rnas) ¢ geTCKON I/1a-
ykomoit. TIBI' 6pira Hambormee pacrmpoCTpaHEHHBIM [Ma-
rHo3oM (57,6 % maumenTtoB). Panee wacrora crydaes I1BI
B ABcTpanuu 6si1a oreHeHa Kak 1:30 000 HOBOPOXXIEHHBIX
[35]. Boicokas pmona cmydaes IIBI' B HacToAmeM mccieno-
BaHUM MOXKET OBITh OOBsICHEHa OCOOEHHOCTAMU Habopa
MAI[IEHTOB J/IM MOXET OTPAXaTb PasHOOOpasHOE ITHIU-
YecKoe IPOMCXOXJEHNe M3yd4aeMoro HaceneHmsa (24,6 %
YYaCTHUKOB UMeM HeeBPOIIeiCKOe IIPOUCXOXKAEHNE).
Y 6ompummHcTBa 1pobannos ¢ IIBT (91,2 %) 6pi10 poBee-
HO T€HeTUYeCKOe TeCTUpOoBaHue, a 30,4 % mocTaBieH MoJle-
Ky/IAPHBII UarHo3. Boumt npeHTHUINpPOBaHbI OMaIenb-
Hble MyTanuy B renax CYPIBI (15,6 %), CPAMDS (3,7 %)
1 COL18A1 (0,7 %), a Tak)Ke TeTepO3UTOTHbIE MY Talliy B Te-
Hax TEK (5,9 %), FOXCI (3,7 %) u ANGPT1 (0,7 %). Takum
obpasom, 6uamnenpusle myTanuyu CYPIBI 6bputn Hambo-
Jlee 4acThIM reHeTndeckuM auarnosom mpum I1BI (15,6 %),
YTO COOTBETCTBYeT PAcIHPOCTPAHEHHOCTV B HOIY/IALVIAX
€BpOIENICKOrO NpOMUCXOXKAeHUA. UTo KacaeTcsa IeHIepHbIX
pasnuumnit, To 6uantensubie Mytaryu CYPIBI npucyrcrso-
Bamu y 7 u3 80 MyxuuH u 14 n3 55 eHIINH-IpOoOAHIOB
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¢ 1B, npourenunx reneTndyeckoe Tectuposanue (p = 0,02).
To ecTh B JaHHOM HCCIeOBaHUM ObITO GOTIbIIE >KEHIIVH,
B TO BpeMs KaK OOIBIIMHCTBO JAPYTUX YYEHBIX YKas3bIBaeT
Ha TEeHJIEHIINIO, KacalolyIocs TpeobIaiaHnsA NI, MY>KCKO-
ro Ioja. ABTOpHI JieflaloT IPeJIIoNIoKeHMe, YTO TaKol pe-
3y/IbTAaT TOBBIIIAET BEPOATHOCTb CYIECTBOBAHNA OJIHOTO
VTV HECKOTIBKUX ellle He MAeHTU(UIMPOBAHHbIX TE€HOB, BbI-
spiBatonux IIBI, HacneoBaHMe KOTOPBIX CBA3AHO C IOJIOM
u/umu ¢ TeM, uyto MyTanyu CYPIBI, kak 66110 06HapysKe-
HO, CHIDKAIOT MeTabomusM 17B-scTpajyona, SCTPOreHHOTO
CTepOMTHOTO TOPMOHA, KOTOPbINI OOHApYXMBaeTCsA B Tpa-
OeKyIApHOIT ceTy 1 pob KoToporo B maroreHese IIBI emre
He JI0 KOHI[a U3y4eHa.

Opna Tpeth npobannos ¢ IIBI' nmena ceMeliHbIT aHAM-
He3 I7aykoMbl. OIMH 4YeloBeK ¢ TOMO3MUTOTHON MyTalmei
CYPIBI coobmmn O pOfCTBe pOfJuUTeneil. ITO OTpakaer
COBpEeMEHHBIN reHeTndeckuit manpmadT [1BI, BbI3BaHHOI
MyTallMsMM TEHOB, HAC/IeAyeMbIX IO ayTOCOMHO-peliec-
cuBHOMY Tuny (Hampumep, CYPIBI) Wiy ayTOCOMHO-JO-
MVHAHTHOMY TUIIY C HEITIOJTHOJ TIeHeTPaHTHOCTbIO (HaIpH-
mep, TEK). B gocTymHoit HaM UTepaType MMeeTCs pefKoe
omnucaHue nanyenTa ¢ I[IBI' ¢ roMo3uroTHoit eneryest reHa
CYPIBI, orer; KOTOpOro ObLI T€TEPO3UTOTHBIM IO Hese-
yun CYPIBI m uMen OFHOPOAMTENbCKYI0 U30AMCOMMIO
Bceit xpoMocoMsbl 2 [36]. Taxoke coob1iaeTcsi 0 [BYX CeMbsX
U3 ABCTpa/MM C T€TePO3UTOTHBIMM MYTALUAMM C IIOTepeit
¢ynkuum resa TEK [37]. ViccmenoBareny mpepiaraior pac-
cMorpetb reH SVEPI B xadecTBe Momydukaropa KCIIpec-
cun rea TEK Bo BpeMs pa3BUTHA IIJIeMMOBa KaHasla, BINA-
IOI[ETO Ha MIEHeTPAHTHOCTD U TSDKeCTb 3a00/IeBaHMA.

OBCYHOEHUE

B npepcraBiieHHBIX B HAaCTOsAIIEM 0030pe NCCIe[OBAHN-
sx obpaiaer Ha ceOs BHUMaHIe HEPaBHOMEPHasl pacIpo-
CTpaHeHHOCTh U 3aboneBaeMocTs [IBI' B pasHbIX cTpaHax
U B Pa3HBIX PErMOHAX OFHOI cTpaHbl. Tak, HanbosbIIAs 3a-
6071eBaeMOCTD XapaKTepHa ISl apabCKUX CTPaH, B KOTOPBIX
OHa cocTaBAeT 1 crydait Ha 2500 HOBOPOXKAEHHBIX [1, 2].
VlccnemoBaTenyt CBASBIBAIOT TO C Ha/IMYMEM 3HAYUTEIbHO-
r0 4MC/Ia POACTBEHHBIX OPAKOB B JAHHBIX TOCYHAPCTBAX,
npuBogst uudpst or 45 1o 100 % B KaueCTBe WTIOCTPALNU
YPOBHA KPOBHOTO POCTBA ME&Xy popuTenamu geren ¢ IIBI
[1, 2, 13, 18]. 3aboneBaeMOCTb B ABCTpaanM OL[eHUBAETCS
Kak 1:30 000 HOBOPO>XIE€HHBIX, HO SIB/ISIETCS H0OMIee BHICOKOIT
Cpeny Hace/leHMsI C HeeBPOIIEICKMM IIPOMCXOXKAeHeM [35].
I1BT 3aHMMaeT nuaupyomiee MECTO B CTPYKType IIayKOMbI
IETCKOrO BO3pacTa B OONBIIMHCTBE CTPaH: HaHHas (Gopma
TeTCKOIl I/IayKOMBI OVMArHOCTUPYeTCA B TPeTU M Hake IIO-
JIOBUHE C/Iy4aeB B MCC/IENYEMbIX IOMY/ISALMUAX [11, 13, 18,
29]. Ecmm roBOpUTb O JaTepaJbHOCTY MOPAXKEHUA Y IIO-
JIOBOM COCTaBe IALMeHTOB, TO B OOJIBIINHCTBE CTPAH Cpe-
nu 3abomeumx IIBI' mpeobmamany ManbumKu, a IPoLecc
Jaire 6611 AByCTOPOHHNM. O6 9TOM rOBOPSAT MCCIIET0BATENN
u3 Caynosckoit Apasun (y 83 % maimeHTOB HOPaskeHNe [IBY-
croponHee) [2], cTpaH Adpuknu (IByCTOpOHHee MOpaKeHue
y 77,8 %, ManyieHTOB MY>XCKOro 1ona 67 %,) [21, 23], CIIIA
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(79 u 72 % cooTBeTcTBeHHO) [24], Bpasumuu (60 u 53,3 %
COOTBeTCTBeHHO) [29, 30]. B ABcTpanmiickoM MccrefoBa-
Huu [34] coobujaerca o mpeobIamaHUM MALMEHTOK >XEH-
CKOTO TIOJIa, YTO TOBOPUT O HEOOXOAVMOCTY IPOJO/DKEHN
reHeTnm4yeckux uccnegopanuin [1BI.

Bce mccmegoBarenyu cXOgATCsA BO MHEHIH, YTO (eHOTUIL
[IBI' siBnsieTcs Goree TSDKENMBIM Y IMALMEHTOB C MYTAllVis-
mu CYPIBI (paHHmit [e6OT, ABYCTOpOHHee IOpakKeHIe,
60sblllee KOMMYECTBO TPeOYIOIMXCs OIepaluii), 4eM y ma-
L[EHTOB 06e3 MyTalWil, ¥ Y MAalJMeHTOB C Ha/JIu4ueM KpOB-
HOTO POJCTBA y PORMTENelt, 4eM Y AeTell 13 HEPOLCTBEHHBIX
6paxoB [2, 5, 6, 12]. Bonee Tsxenoe mopaskeHne U TeUeHMe
HAOJIIOa/mICh y HOCUTeTIell OMajiebHbIX HY/Ib-ajUlenei
CYPIBI [5], HeaddeKTUBHOCTD ONlepalyy KOppernpoBa-
Jla C HaJIM4YyieM KPOBHOTO POACTBA Y PORMTENeli HmaleHTa
[12]. Takue pe3ynpTaThl ellle pa3 MOFUEPKUBAIOT Ba>KHOCTD
IIPOCBETUTEIBCKOI pabOTHI U TEHETUYECKOTO KOHCYIBTUPO-
BaHV B PETMOHAX C PACIPOCTPaHEHHBIMU POACTBEHHBIMU
Opaxkamy, a TakKe HEOOXOZVMMOCTb TeHeTUIEeCKOTO TeCTH-
poBanus 60npHbIX ¢ [IBI' g monumanus ¢eHorumna 3abo-
JIEBaHMs C Le/IbI0 TPAMOTHOTO TIOCTPOEHNS I/IaHa JIe4eHNs
U IIPOTHO3A.

Yro xacaercsa reHeTnyecKyx mpyuuH [IBI' B pasHbIx momy-
JALMAX, To Harboree yacTbiMu (0T 30 0 86 % crydaeB) B apab-
CKMX CTpaHax, bpaswmm, Typuny ABIAI0TCA MyTalluy B FeHe
CYPIBI [1, 3, 10, 16, 18, 31]. CriekTp >Xe MyTaLMil pasHUTCA
B 3aBUCHMOCTH OT peruoHa. Tak, ;i1 apabCcKoro, TypeLKoro
U OpasMIbCKOTO HacelleHMs Hamboree pacIpOCTPaHEHHBIM
BapuaHTOM 6bl1a MyTauus ¢.182 G > A B rene CYPIBI [1, 3].
MyTauna G61E paccMaTpuBaeTca Kak cBsazaHHasA ¢ [IBI B mmo-
nysiuyu Vipaka [10]. st adpukaHCKuX fieTeit He XapakTep-
HbI MyTauuu B rede TEK, yMeeTcs onucaHue TOIbKO OFHOTO
CIy4as BBIAB/ICHNS] MyTallMy B JAHHOM TIeHe KaK IPUYMHBI
I1BT [23]. B ABcTpamuu 1 HoBoit 3enananu 66Uty npeHTIdNU-
LYpOBaHbI OuanenbHble MyTanyu B reHax CYPIBI (15,6 %),
CPAMDS (3,7 %) n COL18AI (0,7 %), a Tak)Ke TeTePO3UTOT-
Hble MyTanym B reHax TEK (5,9 %), FOXCI (3,7 %) n ANGPT1
(0,7 %) [34]. To ects myTaruu CYP1BI muaypoBau, HO He JO-
CTUTa/IM TaKOJ BBICOKOJ YacTOTBI, KaK B apabCKUX CTpaHax,
a COOTBETCTBOBA/IN YPOBHIO, XapaKTEPHOMY /I eBpOIeli-
CKOTO HaceneHus. B 1o »xe Bpems ObUIM MAeHTUDUIVPOBAHDI
MyTaLuu B 6o7ee penkux reHax, yemM CYPIBI, LTBP2 u TEK,
KOTOpbIe TPafMIVMOHHO acCOLMMPOBaHbI ¢ pasButueM [IBIL
MyTauuy B pefKux reHax ObUIM OOHAPY>KeHBI 1 y TALMEHTOB
¢ IIBI' u3 JIuana (ANGPTI (p.K186N) [15], MaBpuranun
(NTF4 (c.601T>G, p.Cys201Gly) u WDR36 (c.2078A>G,
p-Asn693Ser)) [17], 4TO CBUETENBCTBYET O HEOTHOPOFHOCTH
TOTYALMI JaHHBIX rocyfapcTs. B CIIIA upet usydenue Bm-
stHUA reHa TpoMbocnionyHa (THBS1) Ha passutye IIBI [28],
a aBCTPa/IMIICKMe MCCIeOBATENN TIPEIaraloT pacCMOTPETh
reH SVEP] KaK BIUAIOLI Ha IEHETPAHTHOCTD U TAXKECTD 3a-
6onesanns [37].
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IPUYMHHBIX MyTaluil y feTell ¢ HaHHBIM 3abo/eBaHMEM
Ba)KHO He TONBKO C MO3UIMM (PyH/[AMEHTANTbHbBIX MCCIeN0-
BaHUII, HO U MMeeT IPUK/IA/JHOI XapaKTep, IOCKOIbKY MO-
JKeT IIOMOYb Bpady IPMHATH pelleHNe O TAKTUKE BeleHNs
HalyenTa, obecrednTb 6Gojee TOUHBI IPOTHO3, MIPUBECTU
K IMarHOCTMKE HOBBIX CEMENHBIX C/Iy4YaeB M OpraHM3alun
aJIleKBaTHOTO Te€HeTUYECKOr0 KOHCYIbTUPOBAHUA, obecrie-
YUTb VHAVBU/Ya/lbHBI IOAXOM K IAIVIEHTY U €r0 CeMbe.
Morneky/spHO-TeHeTUYeCKIIT aHamM3 Haubosee 4acTo 3a-
neitctBoBaHHOro B maroreHese IIBI' rena CYPIBI ompas-
JaH [/ paHHell OMAarHOCTUMKM ¥ CBOEBPEMEHHOIO Hayaja
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Tepanuu 3aboneBans. Ha ocHOBaHMY pe3ynbTaTOB reHeTH-
KO-3MMAEMIOTOTMYECKIX MCCTIe[OBAHNIT MOTYT OBITh pas-
paboTanbl crienuduyeckue nedeOHbIe, peabuINTalIOHHbIE
un npodumakTHYecKue IPOrPaMMBI, YTO IPeFOIpemenT
ycrex tepanuu IIBI' y nmereif, coxpaHMB MX 3pUTEIbHBIE

byHKIMN.
BKNAL ABTOPOB:

Oranesosa JK.I. — c60p JaHHBIX, MX aHA/IM3 U MHTEPIPETALN, IIOTOTOBKA CTAaThH;
Ka/:[bII].IeB B.B. — 3ampbicen cTaTbu n ):[I/[SaﬁH JTATEPATYPHOTO ITOMICKA;

EI‘OPOB EA. — Kpm‘nqecxui{ TIIEpeCMOTp B 4YaCTU 3HAYMMOTO V[HTeIIHEKTyaIIbHDFO co-
Jlep>KaHusl, HayYHO€e KOHCY/IbTMPOBAHNE B MPOLIECCE TIOAIOTOBKM CTAThIL.
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