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HacTtoTta BHYTPUIAQ3HbIX KPOBOU3AUSAHUI
NPU HACAEACTBEHHbIX BUTPEOPETUHAAbHbIX
ANCTPOPUAX

O.1O. Auenko, O.C. BeanbekoBa

F'60Y A0 «Poccwurickasi MeanLmnHcekas akaaeMusi rnocaeannioMHOro o6pa3oBaHms»
MuHn3sapaBa Poccuu, MockBa

Hacaedcmeennvie sumpeopemunanvivie oucmpoguu (BPI) — eemepoeennas epynna 3a601e6anull, 8 0CHOGe KO-
MOPbIX Nedcam OeeeHepamusHble U3MeHeHUss Cem4amKuy U cmekA08U0H020 meaa. Buympuenasuvie Kpogouzausnus npu
Hacnedcmeennvix BPI ecmpeuaromces ¢ pazauunoii vacmomoii. Ilpu odnux 3abonesanusx (bonesnv Baenepa, 60ne3Hb
Hencena, cundpomor Knucma, Mapgana, Dnepca — Jannoca, Anenopma, baoxa — Cyavubepea, Yokepa — Bapbypea)
BHYMPUAA3HbIE KPOBOUBAUAHUS NPAKMUHECKU He 8CMpedaromes, npu opyeux eumpeopemunonamusx (X-cyenienHotii
8DOJICOCHHBLIL PEMUHOWUBUC, CeMelHas dKccydamuenas eumpeopemunonamus, ooae3uv Hoppu, cundpom Cmukaepa)
BHYMPUAA3HBIE KPOBOUNUSAHUSL 6CIMPEHaromes 3Hauumenvio yauje. Onucanvl 2eHemu4eckue acnekmol 3a6016aHUlL, UX
Kaunuueckas kapmuna. OcobeHHoe BHUMAaHUe YOeaeHO Hacmome pas3gumus U KAUHUYECKUM NPOI8ACHUSIM 8HYMPULAA3HBIX
KPOBOU3AUSAHUI NPU BbIUUEYKAZAHHBIX BUMPEOPeMUHONAMUSIX.

KoiioueBbie c10Ba: HACJEACTBEHHbBIE 33.60J'ICB8.HI/IH, BUTPCOPETUHAJIbHBIC NE€TCHCPALIH, X-ClLEeTJIeHHbI
BPOXICHHBINM PETUHOILIU3UC, CEMEITHAsI BKCCyAaTUBHAsI BUTpeOopeTUHoNaTus, 6oiae3ub Hoppu, cuHapom
CrukJjepa, BHyTpUTIa3HbIe KPOBOUBIUSIHUS, TeMO(MTAIbM.
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YacToTa BHYTPUIJIA3HbIX KPOBOU3IUSIHUUN KoJie-
GJreTcs, Mo JaHHBIM JIUTepatypsol, oT 4,6 10 18,7 % [1-4].
Haubonee yacTbiMy MpUYMHAMUA 3TUX COCTOSIHUM SIBJIS -
I0TCSI TPABMBbI TJIa3HOTO 510J10Ka, 001IMe COMAaTUUECKUE
3aboJieBaHUs (TUIIEPTOHUYECKasl 00JIe3Hb, CaXxapHbIi
nuadeT, aTepoCcKIIepo3), peBMaTuyeckue 3a00J1eBaHusl,
Gosie3Hu KpoBU [4—6]. Bosblnyio rpyIiy cocTaBisioT
reModTaabMbl, pa3BUBIIKECS Ha (pOHE IIEPEHECEHHOIO
TpoM003a LIeHTpaIbHOM BeHbI ceTuaTku (LIBC), BHyTpH-
[JIa3HbIX BACKYJUTOB, AMCTPO(MUI U pa3pbIBOB CETYATKH,
BHYTPUIJIA3HBIX HOBOOOpa3oBaHwuii [7—9].

HecMmoTpst Ha cXOXeCTb KIMHUYECKOU KapTUHBI,
rnaToreHe3 KpOBOU3JIUSHUMN 3HAUYUTEJbHO Pa3HUTCH.
Tax, npu TpaBMax rjia3a MICTOYHUKOM KPOBOU3IUSHUS
MOXKET OBITh U HEIIOCPEACTBEHHOE pa3pylieHue 000-
JIOUEK TJ1a3a C MOBPEXAEHUEM KPOBEHOCHBIX COCYIOB B
pe3yJbTaTte MPOHUKAIOIIETO PAHEHUS U UX TTOpaKeHue
B pe3yJsibTate KOHTy3uM [2]. IIpu caxapHom nuadete,
MOCTTPOMOOTHUYECKOM peTUHOIATUM, BO3PACTHOU Ma-
KyJisipHo#i gereHepaunu (BM/I), mpu oImyXoJasix COCyau-
CTOM 000JI0YKH UICTOYHUKOM KPOBOM3IUSIHUMA 324aCTyIO
SIBJISIIOTCS HOBOOOPA30BaHHBIE COCY/IbI, a TIPU pa3pbiBe

U OTCJIOMKE CeTYaTKN — COOCTBEHHBIE COCYNIBI CETYAT-
ku [6—8]. JlaHHOe 00CTOATENIbCTBO OOYCIOBIMBAET,
Hapsay ¢ CUMITOMATUYECKUM JIeUEHUEM BHYTPUIIA3-
HBIX KPOBOU3IUSHUM, HEOOXOAUMOCTD IPUMEHEHUS U
MaTOreHETUIECKHY HAIPaBICHHON Teparuu.

Kpome BbIIIIEONMMCAaHHBIX COCTOSIHUIA, MpoTeKa-
IOIIMX C Pa3BUTHEM BHYTPUIJIA3HBIX KPOBOUBIUSIHUI,
BCTpPEYAIOTCsI BPOXKIECHHBIC U HACEICTBEHHbBIE 3a00J1e-
BaHUsI, COMPOBOXKIAIOIINECS TeMOPPArnIeCKUMHU TTPO-
siBeHusIMU B riasy [10—13].

HacnencrBeHHBIC BUTPEOpPETUHAIBHBIC AETCHE-
pauuu (BPJI) — rereporeHHas rpyia 3a0ojeBaHU,
B OCHOBE KOTOPBIX JieXKaT JeTeHepaTuBHbIC U3MEHE-
HUS CeTYaTK! M CTEKJIOBUIHOIO Teja y JIoAei MOoJO-
JIOTO BO3pacTa, CBSI3aHHBIX MEXIY CO00il KPOBHBIM
poactsoM [14].

OO1enpuHsITON KiaccuuKaluuy HaclaeACTBeH-
HBIX BUTPEOPETUHOIATUI B HACTOSIIEE BPEMsT HeT.
B 3aBrUCHMMOCTH OT BBIPAXKEHHOCTH IKCTPAOKYISIPHBIX
oTrkyoHeHuir BPJl moapa3gensitoT Ha ABe I'PYIIILL:
BP/I 6e3 cuctemHbix HapylieHuii u BPI ¢ cucteMHbIMU
HapyIICHUSIMH.

104 © o.10. Suetko, O.C. Bennbekosa

r6OY A0 «Poccurickas MeauumMHcKasl akaaemusl rnocsieamnioMHOro 06pa3oBaHms»

MwuH3apasa Poccumn, Mocksa



YacToTa BHYTPUTIAa3HBIX KPOBOUBIUSIHUN TIPU
HaciaeactBeHHbIx BPJI 3HauuTenbHO BapbupyeT. Tak,
1715 Gone3Hu Barnepa, 6os1e3nu MeHceHa, CUHIPOMOB
Kuucra, Mapdana, Dnepca — JlaHiioca, AJbIlopTa,
bnoxa — Cynbubepra, Yokepa — BapOypra Hajiuuue
BHYTPUTIJIAa3HBIX KPOBOU3JIUIHUN HE XapaKTepHO.
ITpu aApyrux BUTPEOPETUHONATUAX, TAKUX KakK
X-CLEeMIeHHbIU BPOXKAEHHbI PETUHOLIIU3UC, CEMeHas
9KCCyIaTUBHasI BUTpeopeTuHomnatus (0ose3Hb Kpucpu-
ka — CkenieHca), 6osne3nb Hoppu, cunapom Ctukiiepa,
BHYTPUTJIa3HbIE KPOBOUBIMSIHUS BCTPEUAIOTCST 3HAUM -
tesibHO yare [10, 12, 13, 15-20].

X-cuenneHHblil HOBEHUAbHBII PeMUHOUUSUC
(X-CIOP) — BpoxaeHHas1 IByCTOPOHHSISI BUTpeEOpe-
TUHaJbHAS nereHepaums. BerpevyaeTcs B momyasiuyu ¢
yactotoit ot 1:5000 mo 1:30 000 [21, 22]. BriepBbie OT-
JleJTbHbIE TIPU3HAKK 3TOTO 3a00JIeBaHUS OBbLIN OMMCAHbI
emte B XIX B. B 1898 r. J. Haas onucan «paguajibHyt0
KHMCTO3HYIO MaKyJIOMATUIO» ¥ 2 MYXXYMH U TIPEATIOJIO-
KW BOCTIATUTENBHBIM XapakKTep 3TOro 3aboJjieBaHUs
[23]. Hecmotps Ha To, uTo X-CHOP u3BecteH yxe 0oJjiee
80 ;1eT, OH 10 CUX ITOP BBI3bIBAET 3HAUUTEIbHBIE TPYIHO-
CTU B IpaBUJIbHOM IIOCTAaHOBKE AMarHo3a. 3abojaeBaHue
MOPaXXaeT B OCHOBHOM JIUIL MY>KCKOTO 10Jia, >KEHITUHbI
SIBJISIIOTCSI HOCUTEJISIMU TTaTOJIOTUYECKOTO TeHa M, 3a
PEAKUM UCKITIOYEHUEM, KIIMHUYECKH 310POBbI [24—26].
B nutepatype onmmcaHo TOJIBKO HECKOJIBKO CIydyacB
pPa3BUTHS 3TOTO 3a00JIeBaHUS Y XKEHIIWH, 3TU CIyYau
KacaJuch pOJCTBEHHBIX OpaKoB, rie oTell ObU1 00JieH
X-CIOP, a MaTb Ob171a HOCUTEJIBHULIEH MTAaTOJIOTUYECKOM
X-xpomocombsl [27].

T'en RS1, orBercTBeHHBIN 3a pazButue X-CHOP,
JIOKAJIM3yeTcsl B IUCTAIbHON YaCcTH KOPOTKOTO Iievya
22-i1 xpomocombl [28]. OH cocTouT U3 6 5K30HOB, KO-
JUPYIOIINX 224 aMUHOKUCIOTHI OeIKa-TpealeCTBEeH-
HUKa, UTPAIOIIEr0 BaxKHYIO poJib B (POCHOIUIUIHOM
CBSI3bIBAHUU U KJIETOUHOM aare3nu [29]. DTOT KOMILIEKC
IUTIOTHO COEOUHSET MOBEPXHOCTU (POTOPELEITOPOB U
OUMOISIPHBIX KJIETOK, YTO MOAIEPXKUBACT CTPYKTYPY
ceTyaTKu U obecrneuynBaeT QYHKLUMOHUPOBAHUE CHU-
HaricoB (oTopelenTop — ourosspHas kiuerka [10, 29].
MyTtaiuu, BbI3bIBAIOIINE U3MEHEHUSI CTPYKTYPHI OeIKa
WU €70 TIPEeXIeBPEeMEHHYIO AeTpaaalnio, MPUBOIIT K
paclueruieHnIo HelipoceHcopHoit ceTyarku. K 2016 r.
uaeHTUUIMpoBaHO 196 MyTaliMii, OTBETCTBEHHBIX 3a
passutue X-CHOP [24, 30].

OCHOBHbIE KJIMHWYECKHUE MPOSIBJIEHUS 3a00J1eBa-
HUS BO3HUKAIOT B 3agHeM Tortoce riasa. g X-CHOP
XapaKTepHO OTCYTCTBHUE (DOBEOJISIPHOIO pediekca, Ha-
JINYMe B MaKyJISIPHOI 00J1aCTH MHTPapeTUHAIBLHBIX KHCT,
TIPUBOASIIIMX K 00pa30BaHUIO paaraIbHBIX CKJIATO0K BHY-
TPpEeHHEeU IorpaHUYHON MeMOpaHbl U (POPMUPOBAHUIO
XapakTepHoil purypnl — «cmuil B Kosece» [31]. Kpome
TOrO, MO JAHHBIM JUTEpaTyphl, B 17,550 % cnydaes
OTMeUaeTCs HaTnIKe nmeprucepruaeckoro peTHHOIIM3Mca
B HUKHEBUCOYHOM YacTH, OTJIOKEHUE OeJIbIX TOUCK B
Buae albipunctatus n HecnienudUueckue atpoduue-
CKH1e M3MEHEHUS B MaKyjIsipHoil obnactu [23, 31-33].

BcerpeuaroTcs Takxke nmoamMopgHbIe aTpoduiecKue
XOPUOPETUHATBHBIC OYaru U IECTPYKTUBHbBIE U3MEHEHMS
B CTEKJIOBUIHOM TeJjie ¢ 00pa3oBaHUEM BAaCKYISIPHBIX
1 aBacKyJsIpHbIX MemOpaH [11, 15, 16, 34]. [Tomumo
XapaKTepPHBIX U3MEHEHM I Ha TIa3HOM JTHE Y TIalIUEHTOB
YacTo AMAarHOCTUPYIOT KOCOTIa3ne, HUCTAarM, TurepMe-
TPOTMUIO, HAPYIIIEHME LIBETOBOCTIPUSTHS, (POBEOJIIPHYIO
aKkTonuio [32, 35].

HaunbGosee yacto 3aboyieBaHUE MPOSIBISIETCS B
Bo3pacte 4—10 net [18, 32]. ITocae 3TOro OHO MPUHU-
MaeT JIM0O CTallMOHApHOe TeueHue, JU00 IpoaosKaeT
MeIJICHHO mporpeccrupoBath. K mpusHakam mporpec-
CHPOBAHUS OTHOCSTCS: YBEIMUCHUE PETUHOIIN3KMCA TIO
TJTOIII Y WJIM 10 BBICOTE, TIOSIBJIEHUE Pa3phIBOB B CTEHKE
peTUHOIIM3UCA, PEIIUANBUPYIOLINE KPOBOU3IUSIHUS B
CeTYaTKy, MOJOCTh PETUHOIIM3KCA WJIM B CTEKJIOBUIHOE
TeJIO, pa3BUTUE OTCIOMKYU ceTyaTku [25].

CBeneHUsT B TUTEpaType O XapakTepe BHYTPHU-
rJa3HbIX KpoBOU3NMSIHUI y nauueHToB ¢ X-CIOP
3HauUUTeNbHO oTiinyatorcsd. Hanbosee yacto onucaHbl
reMoTaabMbl, 3HAUYUTEIbHO pPeXe — PEeTUHAIbHBIE
KPOBOUBJIMSIHUS ¥ KPOBOUIUSHUA B 1mu3uc [16, 36].
HeTt enHOTO MHEHUS U O BCTPEUaEMOCTH KPOBOW3IM -
SIHUI — aBTOPBI MPUBOAAT JaHHBIC KaK O €AMHUYHBIX
cJIydasix, Tak ¥ 00 MX 3HaYMTeIbHOM yacToTe [ 16, 26, 36].
Taxk, no nanHbiM R. Molday 1 coaBT., KPOBOU3IUSIHUS B
CTEKJIOBUIHOE TEJIO OCIOXKHSIOT KIMHUYECKOE TeUCHUE
X-CHOP npumepHO B 5 % 1 HanboJiee 4aCcTo BCTPEYaroT-
cs1 B IIEpPBOE ACCITUIIETHE KU3HU [25].

MN.M. MocuH 1 cOaBT. IIPUBOASIT Pe3yabTaThl
JUINTEJIbHOTO HalmoaeHusd v gedyeHusd 10 MaabuymuKkoB
(20 rma3) ¢ X-CIOP. B 5 (25 %) rnaszax (y 4 60J1bHBIX)
OBbUIM TMArHOCTUPOBAHBI KPOBOU3IUSHUS B MOJIOCTh
1IM3KCca WK B CTEKJIOBUAHOE Tejio [15].

ITonoOnble pe3yabraThl MpuBoaiaT 1 N-K. Wang
U coaBT. [17]. OHu BbIIBUIU B 4 13 23 00CaeayeMbIX
IJ1a3 KPOBOMBJIUSHUS B CTEKIOBUIHOE TEJIO, UTO CO-
craBuiio 17 % ot Bcex HaOJoAeHUIA. ABTOPBI 0COOEHHO
MOAYEPKUBAIOT, UTO BO BCEX CAyYasix reMo(TaibM CO-
MMPOBOXIAJCI HATUUMEM TMepudepruIecKoro peTuHoO-
mm3uca [17].

Ewe Oonblinyio 4yacToTy reMopparuii onucaiu
N. George u coasr. [18], koTopbie HabIOAAIN 5 NEeTei
10 2 JIeT ¢ HUCTarMOM, KOCOTJIa3lueM U BBICOKOIIPO-
MUHUPYIOMIUM OYJJIE3HBIM PETUHOIIN3UCOM, BO-
BJIEKAIOIIMM Makyay. ['eMopparuu B mojoCcThb IIM3KCa
WIN B CTEKJIOBUIHOE TEJO aBTOPHI BHIIBUIN Y 4 U3
5 6obHBIX [18].

B paborax npyrux aBTopoB, Ha000pOT, IPUBOASITCS
JAHHBIE O PEIKO BCTPEUAIOLLINXCSA KPOBOUSIUAHUAX IIPU
X-CIOP. Tak, B. Conway u R. Welch [10] ymomuHaioT
TOJBKO 00 OTHOM MaJb4MKe C TeMOpPpParnyeckon Ku-
CTOU CETUATKU, JIOKATU30BABIIEUCS B HUXKHEBUCOYHOM
kBagpaHTe. [logoOHOro MHEeHUSsI MPUIEepPKUBAIOTCS
K. Kawano u coaBT., onucasiiue 2 MaJb4UKOB, Y KO-
TOPBIX B BO3pacTe 3 Mec IMOSBWICS HUCTarM M KOCO-
rinaszue, a B Bo3pacte 11 u 20 mec ObLIM 0OHAPYKEHbI
JIBYCTOPOHHUE TUTAHTCKME KUCThI CETYATKU U TeMOP-
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paruu B cTekjioBuaHoM Tejie [37]. OgHoro nmauueH-
Ta ¢ remodTtaibmoM Habmonanu u C. Vijayasarathy
U CcOaBT. [34].

ITo MHEeHUIO psiia aBTOPOB, pa3BUTHE reModTaabMa
CBSI3aHO C pa3pbiBaMU CTEHOK HE(PUKCHPOBAHHBIX U
KOJICOIIONINXCS TIPY TePEeMEIIeHUSIX CTEKIOBUIHOTO
TeJIa COCY/IOB, a TAKXKE C HAPYIIEHUSIMU TTPOHULIAEMOCTHU
9HJOTEJINSI COCYAOB B 30HaX HeoBacKyJ/sipu3auuu [33].

HMuTepecHbIM npeactasisieTcs: coodieHue J. Lee
1 coaBT. [26], HabmoaaBIINX 2 AeTeil ¢ reMOMTaTIBMOM.
VY onHoro mecsiuHOro pedeHka, poauBIIerocs B 35 Heq,
aBTOPBI BBISIBUJIU JIBYCTOPOHHUI TeMO(MTaIbM 1 OTCYT-
CTBME IPYTUX U3MEHEHMI CO CTOPOHBI TJ1a3. Bo Bpems
MPOBEICHMS BUTPIKTOMUU B 000X IJ1a3aX ObLT BBISIBICH
petuHoiuu3uc. IToaocTh M3rca TakKe Oblia 3arojiHeHA
KpoBbIO. /laHHOE HaOJII0AeHNUE TIPEACTABIISIET OIpeae-
JIEHHBI! MHTepeC, TaK KaK MJUTIOCTPUPYET BO3MOXHOCTD
MPOSBJICHUS TeMOo(TabMa KaK MepBOTO CUMIITOMA P
X-CIOP y neteit mepBoro rozga xusuu [26]. Bo BTopom
cliydyae y 3-MecsIYHOTo pebeHKa ¢ OTKJIOHEHHMEM IJjia3a
IIPU OCMOTPE OBLIO BBISIBICHO HAJTMUKE IBYyCTOPOHHETO
PETUHOIIM3KCA ¢ HUKHEBUCOYHOI CTOPOHBI U KPOBO-
U3JUSIHUE B CTEKJIOBUIHOE TeO0. Y NaHHOTrO pedeHKa
Ha OpOTSLKEHUU 3 JieT HaOIodaluch peuuauBUpPYIO-
1IME KPOBOUZJUSAHUS B CTEKJIOBUIHOE TEJIO U TOJOCTh
musuca [26].

Het Taxcke eqmHOro MHEHUS O TaKTUKE U CpOKax
JIEYeHUSI BHYTPUTJIa3HbIX KpoBouanussHuii mpu X-CIOP.
BonbmmHCTBO aBTOPOB CXOMUTCS BO MHEHUH, YTO KPO-
BOUMBJIMSIHUS MOJHOCTBIO PAcCachIBAlOTCS B TeUCHUE
HeCKOJbKUX Mecsues [10, 15, 16].

Taxk, mo HabmoaeHnto .M. MocuHa 1 coasT.,
4 13 5 KpOBOMBIIMSIHUI PACcCOCAIUCh B TEUEHUE 3 Mec
U TOJIbKO Yy OJHOIo pebeHKa KpOBb pe30pOrpoBajach B
teueHue 8 mec. [15]. [TogoOHbIe pe3yJibTaThl IPUBOLST U
B. Conway u K. Kawano 1 coaBT.: y ux nauxeHTa KpoBb
BHYTPU KHUCTHI TIOJIHOCTBIO pe30pOupoBasach uepes
4 mec nocie BoisiBiieHust [10, 37].

Takum ob6pa3oM, MO MHEHUIO OOJILIIMHCTBA aBTO-
POB, KPOBOUBIUSIHMS B CTEKJIOBUIHOE TEJIO, KaK ITpaBHU-
JI0, pa3pelIalTcst CaMOCTOSITELHO [25, 26, 33]. OnHako
B JINTEPAType OMMCAHBI CIyYau BHYTPUTJIA3HBIX KPOBO-
U3JIUSHUI, 3aBEPIIMBILIMXCS 00pa3oBaHUEM TpaKLUiA
C TIOCJIEIYIONIMM BUTPEOPETUHATBHBIM BMEIIIATEIbCT-
BoM |25, 26, 33].

Cemeiinas sKccyoamusras aumpeopemuHonamusi
(CBBPII) — 310 HaciaeacTBeHHOE 3a00jeBaHuE, Xa-
paKkTepu3yloleecss aHOMaJbHBIM Pa3BUTHEM COCYIOB
cetuatku [38]. COBPII Bnepsoie onucanu V. Criswick
u C. Schepens B 1969 r., 00HapyXuB OuIaTepasbHOE
MOpaXXeHKMe CETYATKU U CTEKJIOBUIHOIO TeJjla y 6 maiu-
eHToB 13 2 cemeii [38]. JIByms ronamu 1osxe J. Gow u
G. Oliver, 00cJie10BaB YWICHOB OAHOM CEMbU, Y KOTOPBIX
nMesa MeCTO JaHHas MaToJOTHsI, TIPUIILUIM K BBIBOLY
00 ayTOCOMHO-TOMUHAHTHOM THUII€ HaCJIeIOBaHUS 3a-
6oseBanus [39]. Umu Ttakke Oblia IMpeajoxeHa mnep-
Bast kinaccudukanus COBPII. B 1976 r. C. Canny u
G. Oliver, u3yyuB aHruorpapuueckKue Mpu3Haku Ipu

CBOBPII, npearosoXuin, 4To IEPBUYHBIM B IIaTOreHEe3e
Ppa3BUTHS 3a00JIeBaHUS SIBJISIETCS MPEeKPallleHUE TIepU-
(beprueckoro pocra peTruHaabHBIX cocynoB [40]. [To3xe
5TO OBLIO MOATBEPKAEHO U IPYTUMU UCCIIeTIOBATEISIMU.
B 1980 r. H. Laqua 3HauuTebHO MOAU(UILIMPOBAT
kinaccudukauuio J. Gow u G. Oliver, 106aBuUB B Hee
aHruorpaguieckue rpusHaku [41].

COBPII moxer nepemnaBaThbCs 110 ayTOCOM-
HO-IOMWHAHTHOMY, ayTOCOMHO-PELIECCUBHOMY U
X-clLemieHHOMY TUITY HacJiemoBaHus. Hanbosee yacto
BCTpPEYaAETCs ayTOCOMHO-AOMMWHAHTHBINA TUII, CBSI3aH-
HBII C MyTallue! TeHa, JOKAJIU30BAHHOTO HA JJIMHHOM
mwieye 11-i XpoMOCOMBI, 3HAUUTEJIbHO PEeXe — ayTo-
COMHO-peleccuBHas U X-cuerieHHas popma COBPII
(u3meHeHue reHoB B Xp21.3 unm Xpll) [13, 42—44].
B nocnegnue 20 neT ObLIM BBIACJIEHBI 5 TEHOB, OTBET-
cTBeHHBIX 3a pazButre COBIIP: NDP (X-cueruieHHas),
LRP5 (momMuHaHTHBII U peuieccuBHbIi), FZD4 (n0-
MuHaHTHBIN), TSPAN12 (1OMMHaHTHBIK U pelec-
cuBHbIN) 1 ZNF408 (1OMUHAHTHBIN U PELIECCUBHBII)
[13,44—46]. I1penmoaraercs, 4To IePBbIE YETHIPE UTPa-
IOT HEMOCPEJACTBEHHYIO POJIb B pETUHAJIbHOM aHTMOTE€HEe-
3¢. My>XUMHBI ¥ KEHIIMHBI TOPaKaOTCs C OMIMHAKOBOM
yacroroii [13, 47].

B Hacrosiee BpeMs 10Ka3aHO, YTO B MTaTOreHe3e
COBPII ocHOBHYIO pOJib UI'paeT MpexXaeBpeMeHHasi
OCTaHOBKAa HOPMaJIbHOTO BAaCKyJOTeHe3a Ha Mepu-
(bepun ceryaTku, 4TO B JajbHEHIIEM MPUBOIUT K
HEOBaCKYyJIsIpU3allMu CeTYaTKU, Pa3BUTHIO BKCTpape-
TUHaJAbHOI (DUOPOBACKYISIPHOI TKAHU, IOSBICHUIO
BUTPEOPETUHAJIbHBIX TPAKIIMIA, DKCCYIallui U KPOBOU3-
JIMSSHUM B CTEKJIOBUIHOE TEJIO, TPAKLIMOHHOM OTCIOMKE
cetuatku [39, 43]. 3agep:kka ke pa3BUTHS Tieprudepuye-
CKOI1 COCYIMCTOI CETU, B CBOIO OUYepeib, 00yCIOBIEeHA
MeTabO0JIMYECKMUMU PpaCCTPOMCTBAMM, UHAYLIUPOBAH-
HbIMU TaTosiornyeckumu reHamu. C. Van Nouhuys
oOpanlaeT BHUMaHWe Ha TO, YTO HOpMaJlbHasl ceTyaTKa
Ha 2—3-M Mecsle 3MOPUOHAIbHOTO Pa3BUTUSI UMEET
MaprUHAJIbHYIO 30HY HE3peJIOM BACKYJISIPHOM TKAHU B
¢opme OykBbI V, NTOJOOHYIO TOM, YTO HAOIIOJAETCS Y
Bcex 0oabHbIX Tpu COBPII [48].

Knaccupukauus, npegiioxenHas J. Gow u
G. Oliver u pononHeHnHas H. Laqua, cerogHst Bo BceM
Mupe SIBJIsIeTcsl Haubosiee pacrpocTpaHeHHOI [39, 41].
B Heit Beinenstores 3 ctaauu 3a00JieBaHUS:

— I: beccuMnTOMHOE TeUeHUE — HAJIMYKME aBACKY-
JISPHBIX MepUdepruecKux 30H CeTYaTKH;

— 1II: akccymaTuBHbBIE U IpoandepaTUBHbIE 13-
MEHEHUS — PACIIUPEHHbIE U U3BUTBIE COCYJbl C Bbl-
paxkeHHOI MHTpa- U CyOpeTUHAIbHOU 3dKccyaaluei,
HaJu4yue 3KCTpapeTuHalbHON (UOPOBACKYJISIPHOM
npoaudepaluu U OTCIOUKNA CETYATKHU, TeTEePOTONMUS
JIMCKa 3pUTEJbHOTO HEPBAa U MaKyJIbl;

— III: pa3BuTHE OCIOXHEHUM — TOTaJbHasl OT-
CJIoMiKa ceTyaTku, reMoTajibM, BTOpUYHAs I1ayKoMma,
KarapakTa, HIOMyTHEHUE POTOBUIIBI.

COBPII, kak npaBujio, HOCUT OujaTepajbHbIi
XapakTep, OJHAKO CTENEeHb BbIPAXKEHHOCTH Tpoliecca Ha
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000HX I'J1a3aX MOXET ObITh ACUMMETPUYHOI. OCHOBHBIM
U 00s13aTeJIbHBIM KJIIMHUYeCcKUM Ipu3HakoM COBPII
SBJISIETCS HaJlMuue neprudepruueckux aBacKyasapHBIX
30H ceTyaTKu. OOBIYHO aBaCKYJISIpHAsI 30HA OrpaHUYM-
BaeTCsl TEMITOPAJIbHBIM KBaJPAaHTOM, HO BO3MOXKHO I10-
paxenwue 1 Ha 360°. [To nanueiM H. Miyakubo u coasr.,
B 81 % cityyaeB aBacKyJIsIpHasi 30HA HAIIOMUHAET (hOpMY
OoykBbI V [49]. Y Kpast aBacKyJISIpHOM 30HBI UMEIOTCS pac-
LIXUPEHHbIE PETUHATIbHBIE COCY/IbI M XapaKTepHO (hopMU-
pOBaHuE apTEPUOBEHO3HBIX IIYHTOB. [ [pUCyTCTBYET TaK-
K€ U3MEHEHME COCYI0B B 33/THEM TTOJIIOCE TJ1a3a. ABTOPbI
OTMEYaloT, YTO Jaxe IPU JIerkKux (popMax 3a001eBaHuUsI,
MPU OTCYTCTBUU BUTPEATbHBIX TPAKIIAI COCYbI MOTYT
UMETh HETUTTMYHBINA TeMIOPaIbHBIN U3rub [49].

F. Nijhuis u coasr. [50] u C. Wilkinson [51] BbI-
eI 4 OCHOBHBIX aHTHOTpauuecKuX MpU3HaKa y
nauueHToB ¢ COBPII: «noarsaruBaHue» nepuMaxyJsip-
HBIX KallWUISIpOB K nepudepuu, nuiaTtaluus nepuma-
KYJSPHBIX KAaTUJLISIPOB C HE3HAUMTEIbHBIM JIUKEKEM,
nepudepruyeckue apTepuoBEHO3HbIE IIIYHThI C MEPUO-
JMYECKUM JIMKEIIKeM MPOKCUMasbHEE aBaCKYJISIpPHOM
30HbI, BHE3AITHOE MTPEPbIBAHUE KATUJUISIPOB.

Bo MHorux pabdoTax, IOCBSILEHHBIX U3YYEHUIO
COBPII, cpenu oCIOXHEHUI YIIOMUHAETCS BO3MOX-
HOCTb Pa3BUTUS BHYTPUIJA3HBIX KPOBOU3IUSIHUN
[12,43,50—52]. Tak, ectb coobLIEHUS, YTO Y 8—32 % ma-
HueHToB B mo3aHei cranuu CHOBPII Bo3HuKaeT perma-
TOT€HHas OTCJOMKa CeTYaTKU C PELMAMBUPYIOLIUMU
BUTpeaJIbHbIMU reMopparusimu [50, 52]. OgHako npu ae-
TaJIbHOM U3YUYE€HUU JTUTEPATYPbl 0KA3aJ10Ch, YTO CIy4Yan
BHYTPUIJIA3HbBIX KDOBOM3JIMSIHUIA O CaHbl OUEHb PENKO.

3aciayxXuBaeT BHUMaHME Caydail, OIMCcaHHBII
S. Leow u M-L. Bastion [12]. Onu Habmoganu 14-net-
Hero pedeHKa ¢ reMo¢TaJIbMOM U OTCIOMKOI CEeTYaTKU.
M3 anamHe3a ObUIO U3BECTHO, YTO PEOEHOK MMEET Bbl-
COKY10 OJIM30PYKOCTb U 9 MeC Ha3all, 1ocjie HEOOJIbIION
TpaBMbl, OTMETHUJI CHUXXKeHUE 3peHus. [lepBoHayaibHO
cuTyaums Oblla paclieHeHa KakK TpaBMaTU4yeckasl OT-
CJIOMiKa CeTyaTKu, U TOJIbKO MOoCJe MPOBEACHUS (PII00-
pecueHTHOM aHruorpacduu (PAI) mapHoro riasa (Bbi-
SIBJICHBI OOIIMpPHbIE IepudeprudecKre aBacKyJsipHble
30HbI BO BCEX KBaJIpaHTax ¢ OOJIbIIMM KOJIWYECTBOM
CUJIbHO BETBSIIMUXCS COCYIOB U HaJIWYMEM MX aHa-
CTOMO30B, a TakxKe BbIX0 (hJII0oOpeclHA U3 HOBOOO-
pPa30BaHHbBIX COCYIOB) ObLI YCTAHOBJIEH MPaBUJIbHBIN
nuarHo3 — COBPII [12]. TTosiBieHue KPOBOUBIUSHUS
B CTEKJIOBUHOE TEJIO Y 3-JIETHE! I€BOUKU B COUETAHUU
C KaTapakToil M HajauuueM repudepruiyeckux aBacky-
JISPHBIX 30H, BhIsABIeHHBIX HA DAT, HaGmonanu P. Fei
u coanT. [13].

Cunopom Cmuknepa (HacaedcmeenHas apmpoogh-
manvmonamus) — HacleICTBEHHOEe 3a00JiIeBaHUE CO-
eIMHUTEIbHOM TKaHU (KoJulareHa) ¢ npeoodaagaouM
MOPaKEHMEM IJ1a3, KOCTHO-MBbILIEYHOW CUCTEMBI, U3Me-
HEHUSMM JI1Ia, TTOJIOCTU PTa, CEPAEYHO-COCYIMCTOM CH-
cTeMbl U cityxa [53, 54]. B cTekJIoOBUIHOM TeJjie YeI0BeKa
npeodnanaet KoyuiareH Il Tuma, B MeHbIlIeM KOJIMYECTBE
npencrasieH kojareH IX u XI tumnos [55, 56]. Bee

MOJIEKYJIBI KOJIJIareHa UMEIOT TPUMED U3 3a-TeNTUIHBIX
merneii. OHM MOTYT OBITh OMMHAKOBBIMM — KOJUIaTeH
I Tuna win pa3ubiMu — koJjuiareH IX u XI tumnos [55].

IlepBoHavanbHO cunTaIn, 4YTO cuHApoM CTUKIEpa
(CC) umeetr ayTOCOMHO-IOMUHAHTHBII TUII HacJe-
JoBaHUS U o0ycyioBiaeH MmyTauusamu B reHax COL2A1
(nokanusyetcs B cermeHTe 12q13 1 KogupyeT KojlareH
II Tuna), COLI11A1 (B xpomocome 6p22-p21.3, ko-
aupyet ol-uens KoytareHa XI tuna), COL2A2 [53],
ogHako oTKphiThue Mytauuii B reHe COL9A1, pacro-
JIOXKEHHOM Ha 6-11 XpOMOCOME, YCTAHOBMJIO BO3MOXK-
HOCTb M ayTOCOMHO-PEIIECCUBHOTO TUTIA HACETOBAHUS
CC[53, 57].

JaHHBIl CUHAPOM BIIEPBBIE OMKMCAH aMepUKaH-
cknm BpauoM G. Stickler u coasrt. B 1965 1. [58]. ABTOpBI
BBIZICJIMJIM HOBYIO 00J1€3Hb, OCHOBHBIMU CUMITTOMaMM
KOTOpPOIi OBLIH: MPOrPecCUpyIoiiass MUOTIHS,, IIPOSIBIIS-
folIasics B MePBOi AeKane XU3HU 1 3aKaHIMBAIOIIIASICS
OTCJIOMKOM CETYATKU, a TAKXKE IMPEXKAECBPEMEHHBIC JI€-
reHepaTUBHBIC U3MEHEHMS B PA3IMYHBIX CyCTaBax, MX
MOBbIIIEHHAsI MOOWJIBHOCTh U paclIMpeHre 3M1u(pu30B
0 JaHHBIM peHTreHorpadpuu [58].

B 3aBucuMocTu OT npeodsanaHust KIMHUYECKUX
MPOSIBJCHUM BbLAESIIOT HecKoibKo TunoB CC [55]. ITo-
paxkeHue rjia3 BocHOBHOM BcTpeuaercs npu I tune CC u
pexe — mpu I [55]. Cpenau nopaxkeHuii rjia3 Haubdoiee
YacTo OMMcaHa BbICOKAst MMOTIUS, IECTPYKIIUS CTEKIIO-
BUIHOTO Tesa, IUCTPodUs CeTUaTKU, MU3MEHEHUE yria
nepeaHeil KaMepbl, 9KTOMUsSI XpyCcTaJluKa, KaTapakra,
rJlaykoma, otciioiika cetdyarku [14, 53, 57]. Bo MHOrnx
paboTax OTMEUEHO, YTO U3MEHEHMS B OTACJIbHBIX FeHaX
MPUBOMAIT K CIEeM(PUUIESCKUM U3MEHEHUSIM B CTEKJIO-
BuaHOM Tese. Tak, myrauuu B rene COL2A1 npuBogst
K MEMOpPaHONIOA0OHBIM U3MEHEHUSM B CTEKJIOBUIHOM
tene. B cBoto ouepeas uameHeHue COL11A1 compoBo-
JKIaeTcs IOsSIBJIeHMeM OMCeponog00HON AeCTPYKLIUU
crexyioBuaHoro teaa [56, 59]. Takum obpaszom, 1o
mHeHwuio P. Rishi u coaBr. [60], n3aMeHeHUE CTEKIIOBHI-
HOrO TeJa y JeTeil (HajJuyue MeMOpaHOIIOJ00OHbIX WiIn
Ourceporog00HBIX IECTPYKIIUIA) SIBJISIETCS JMarHOCTUYE-
CKUM KpUTEpHUEM, ITO3BOJISIOIIMM 3arnono3putsh CC, u
SIBJIIETCSI OCHOBAHUEM JIJIST IIPOBEICHUS MOJICKYJISIPHO-
TeHETUYECKOTO aHaIN3a.

B nutepatype HET YeTKMX JaHHBIX O YaCTOTe
BHYTpUTJIa3HBIX KpoBousnusiHuii ipy CC. OmHY aBTOPHI,
Ha0/1104as1 00JIbIIOE KOJIMYECTBO MALIMEHTOB, HE O0OHAPY-
SKWJIA KPOBOUBIUSHUM HU pasy [57]. B npyrux padorax
OIMKMCaHbI PETUHAIbHBIC KPOBOM3IUSIHUS, TeMODTATIBEM,
redpema [20, 61]. C. Gerth-Kahler u coaBt. Habo1a-
m 4-HegenabHoro Majapunka ¢ CC ¥ BHYTPUTJIa3HBIM
KpoBousnusHueM [61]. Y MiageHa ObUTH BBISBIEHBI
M3MEHEHHUSI CYCTaBOB M JIMIIEBOI'O CKejieTa, a Takxke
JIBYCTOPOHHME MPepeTUHANbHBIC U BUTPEATbHBIE KPO-
BouznusHus. Ha ¢poHe IpoBoIMMOro KOHCEpPBAaTUBHOIO
JIeYeHUS K 3 Mec. KPOBOUBIUSIHUE TTPAKTUIECKU pac-
cocajnock. ['eHeTHYeCKuUl aHAIU3 YCTAHOBUI MyTalluu
BreHe COL2AL1. JlanHOe HaOMOAeHUE ITPEICTABISICTCS
0COOEHHO LIEHHBIM, TaK KaK OIMCAHHbII IBYCTOPOHHMIA
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reMoTaabM Y HOBOPOXIEHHBIX TTPENCTaBIIsICT KpaliHe
penkuit ciyyaii [61].

N. Young u coaBt. Habaogaau 32-1€THIO XKEH-
LIMHY ¢ TUdeMOil 1 HEeOBACKY/ISIPHOI INIayKOMOI, pa3-
BuBleiicsa Ha pone CC [20].

boaesnv Hoppu (oxynouepebpoakycmuueckuil cuH-
dpom) — peaKo BCTpevaroliascs X-cleraeHHas opma
pPeTMHAIIBHOM OUCIIIa3UM, XapaKTepu3yoliascs pas-
BUTHEM JIBYCTOPOHHEH CJEIMOTHI B paHHEM BO3pacTe,
BCJIEACTBUE ITposindepauny HeaudhepeHIMPOBAHHbBIX
KJIETOK CeTYaTKM M CTEKJIOBUIHOTIO Teja ¢ popMupoBa-
HHUEM PETPOJICHTATbHBIX MAcC, YACTO COUYETAIOIIAsICS C
MPOTPECCUPYIOLIE HEUPOCEHCOPHOM TYTOYXOCThIO U
KOTHUTUBHBIMU HapylieHussMu |14, 62].

3abosieBaHue BriepBbie onrcaHo B 1927 r. G. Norrie.
OH omnucal ceMblo, B KOTOPOI Y HECKOJIBKUX MaJTbYMKOB
ObLIM BBISIBJIEHBI pETPOJIEHTaIbHbIE (DUOPOBACKYJISIPHBIC
Macchl. [Tozxxe M. Warburg coobiumt o 59 nauueHTax ¢
BPOXAEHHOI IBYCTOPOHHEM CJIETIOTOMN U PETPOJICHTAJIb-
HBIMU (PMOPOBACKYJIIPHBIMU MaccaMu [63].

bonesns Hoppu (bH) o0yciioBieHa MyTauusMu B
rene NDP, pacnionoxkenHom Ha xpoMmocome Xpl1 [64].
OmnucaHo yxe 0ojee 75 MyTalldii B 3TOM I'eHeE, IIPUBO-
ISIIMX K pasButuio 6osesnu [65]. 'en NDP orseuaer
3a BhIpaOOTKY OeJika HOppuHa, IIpUHAIJIeKAIIEro K
daxropam pocrta. [Ipearonaraior, 4To (PyHKIIMS ITOCIEI -
HETO 3aKJII0YaeTCsl B aKTUBAIIUHU Psiia TEHOB, BBIACIISIO-
IIUXCS B paHHEM SMOpHOTreHe3e, KOTOphIe OTBEYAloT 3a
nugepeHIUPOBKY KJIETOK CeTYaTKU U 00eCeYnBaloT
KpoBooOpaitieHue riasa [66, 67]. [1pu rucroorniyeckom
ucciaenoBaHuu cetyatku nipu bBH onpenensiior He3pe-
JIOCTh €€ KJIETOK 1 HAJTMYME COeTMHUTEILHOM TKaHU [66].

OdranbmosiornyeckuMu nposisiaeHussMu bH siBiisi-
I0TCSI IBYCTOPOHHME PETPOJIEHTAIbHBIE MACChI, COCTOS -
IIM€ U3 TTATOJIOTUIECKUX COCYIOB U INIMATIbHOM TKaHU,
OTCJIONMKA CeTYATKM, KPOBOM3IUSIHUE B CTEKIOBUIHOE
TeJI0, TIOMYTHEHHE POTOBUIIBI, BPOXKACHHAS KaTapakTa,
MUKPOMTaIbM, TUIIOILIA3UsI panyXKu. Bo3aMoxxHO pa3-
BUTHE INIAyKOMBI, aTpoduu riasza [63, 68]. YuursiBas,
yto bH — oueHb penkas HacjleACTBeHHAas MaToJorusl,
yacToTa OCJIOXHEHUI B BUAe reModTajlbMma onucaHa
TOJIBKO Yy HEOOJIBIIIOTO KOJIMUeCTBa maueHToB [68]. EcTb
COOOIIIeHNSI O TIPOBEACHNY BUTPIKTOMUH, TIOKA3aHUEM
K KOTOpOii siBuJjicst remodranbm nmpu bH [69].

3AKJIIOYEHUE

Penkoctb BcTpeyaeMOCTH BHYTPUIJIa3HBIX KPOBOU3-
JIUSTHUI Ha (pOHE HACJIeACTBEHHBIX BUTPEOPETUHOIATU,
0COOEHHO CO CTePTOM KIMHUYECKO KapTUHOM 1 OTCYT-
CTBHMEM JaHHbBIX CEMEMHOTO aHaMHE3a, MOXET MPUBOINUTD
K OLLIMOOYHOM ITOCTAaHOBKE IMarHo3a U, COOTBETCTBEHHO,
HEIpaBUJIbHOM TaKTUKE HAOII0AeHUS 32 OOJIbHBIMU.

Hanvuyue BHYTpUTIa3HBIX KPOBOUIJIUSHUMA,
0COOEHHO Y MOJIOBIX JIIO/IeH, TOKHO BbI3bIBATh Ha-
CTOPOXEHHOCTbh B OTHOILLIEHUU MUMEIOLIETOCS Y HUX
HacJIeICTBEHHOTO 3200JI€BaHM S M COMTPOBOXKIATHCS TIlA-
TeJIbHBIM OCMOTPOM IapHOTO IJ1a3a, BKI0UYas KpailHIo0
nepudepuio.

IMTauueHThl ¢ BPpOXIAEHHBIMU 3a00JI€BAaHUSIMU
JIOJIKHBI MOXM3HEHHO OCTaBaTbCs MOJ HAOIIONEHU -
€M OKYJIMCTa, TaK KaK IporpeccupoBaHue OOJIE3HU U
MOSIBJICHUE OCJIOXKHEHUI MOXET HACTYIIUTh B JIIOOOM
BO3pacre.
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The frequency of intraocular hemorrhage in hereditary vitreoretinal dystrophies

O.Yu. Yatsenko, O.S. Velibekova
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Hereditary vitreoretinal degenerations are a heterogeneous group of diseases, which are based on the degenerative
changes of the retina and the vitreous. The occurrence of intrahemorrhages is different for different hereditary vitreoretinal
degenerations. In some diseases (Wagner's disease, Jensen syndrome, Kniest dysplasia, Marfan's, Ehlers — Danlos syndrome,
Alport, Bloch — Sulzberger, Walker — Warburg) intraocular hemorrhages almost never occur. In other vitreoretinopathies
(X-linked congenital retinoschisis, familial exudative vitreoretinopathy, Norrie disease, Stickler syndrome), intraocular hem-
orrhages occur more often. The review describes the genetic aspects of the diseases and their clinical pictures. Special attention
is given to the incidence and clinical manifestations of intraocular hemorrhage in the above mentioned vitreoretinopathies.

Keywords: hereditary diseases, vitreoretinal degenerations, X-linked congenital retinoschisis, familial exudative
vitreoretinopathy, Norrie disease, Stickler syndrome, intraocular hemorrhages, hemophthalmus.
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