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BpokaéHnas riiaykoma NnpeacTasisieT OOJbIIyIo TPYIITy 3a00JIeBaHUH, XapaKTepHU3YyOINXCS HE0pa3BUTHEM
CTPYKTYp IepelHero cerMenTa oprana 3penus. I1o xaccuduxanuu Shaffer-Weiss (1970) Bpoxnénnas (nerckas)
IVIayKoMa TIOJpa3/eNiieTcsl Ha NEePBUYHYI0 BPOXKAECHHYIO IVIAYKOMY; IVIayKOMY, aCCOLIMMPOBAHHYIO C JIPYTHMMHU
BPOXKAEHHBIMH aHOMAJIMSMU (aHOMAJIMSIMU OpraHa 3pPEHUsl M/WIIM CHCTEMHBIMH aHOMAJHMSMH) U BTOPHYHYIO
miaykoMy y muiazieHues 1 geteid. Hoskins HD. Jr. ¢ coaBropamu BBIIEISIOT 3 aHATOMUYECKUX BapHaHTa e(eKTa,
JIS)KAIIETO B OCHOBE MAaTOreHe3a BpOXKIEHHOW TIIayKOMbI: H30JIMPOBaHHBIN TpabekynoaucreHes ( B 50 % ciydaes
JETCKOU TIIayKOMBI); UPUIOTPaOeKyIonucreHe3 u KopHeorpabekymoaucrenes [12].

ITo nanueM Bardelli AM, Hadjistilianou T u ipyrux aBTopoB, BpoKAEHHASI NIayKOMa MOXKET aCCOLIUMPOBATHCS C
LIEJIBIM PSAZIOM aHOMAJIMK. B citydae ¢ HanmmureM UpuIoTpabeKyIoAnCTeHe3a Pa3BUBAIOTCS AHOMAIMU U CHHIPOMBI
Axcengenbaa u Purepa.

Anomamus  AkceHdenbaa XapaKTepU3yeTcsi HaJMYMeM 3aJHero SMOpPHOTOKCOHa (NPOMUHMpYHOLIAst
muaus [1IBann0e) U aareswedl kK CTPyKTypaM yIiIa OTPOCTKOB, HIYIINX OT NepupepHu pamyKHOH O0OOIOUKH.
W3onupoBaHHbli 3aJHUI SMOPHOTOKCOH BeTpedaercs y 6%-10% 3m0poBbix moznei [5]. Cunnpom AxceHdenbaa
SIBIISIETCS COYETaHHeM aHOMalnu AxceH(penbna ¢ miaykomoi. Ilpu aHomanmum AxceHdenbna-Purepa mommmo
MIPU3HAKOB aHOMAJIMK AKCeH(elb/1a IPUCYTCTBYET Pa3IMYHAs CTENEHb MUITOIUIA3UH CTPOMBI PA/IyKKH: OT JIETKOI
CErMEHTAPHOM THIIONJIA3HH 0 BBIPAKCHHBIX CTPYKTYPHBIX M3MEHEHHH C KOPIKTOIHEH M IICEBIONOIMKOPHEH.
Hns cunapoma Purepa (Axenfeld-Rieger syndrome, Hagedoom syndrome) xapakrepHa kilaccudyeckasl Tpuazaa
IPU3HAKOB!

* maronorus opraHa 3peHus (aHomanus AkceHdenbpa-Purepa, B psze ciyuyaeB - IayKoMa, aHOMaJUd

POTOBHIIBI, XPyCTaIMKa U T.1.)

*  [aToNOTrHs pa3BUTHS 3yOOB ( MUKPOAOHTHS, OJIMTOOHTHS, AHOH/IOTHS U T.11.);

*  [IATOJIOTHs KOCTEH YeIOCTHO-IHLEBOI 00macTH.

Takxxe BO3MOXHBI M30BITOUHOE HAJIMYHE KOXKU B NMEPUyMOMIMKAJIbHOW 30HE, aHOMAJIMM MaxoBoW obnacTy,
THIIOCTIAUs], NATOJIOTUsI BHYTPCHHUX OPTraHOB, MUOTOHHMYECKass AUCTPO(Us, IIyXOTa, 3aJepiKKa YMCTBEHHOTO
pa3Butus u 1p.[2,5,12].

CornacHo Acconnanuu AmepukaHckoit Akagemun O(pTaabMOIOTuH, yKa3aHHbIE BPOXKIEHHbIE IBYCTOPOHHHE
(B psize citydaeB ¢ BBIPAXKXEHHOH aCUMMETpHEH) aHOMAJIMU CYUTAIOTCS PA3IMYHBIMH BapHAHTAMH KIMHUYECKOTO
TeueHus cuaapoma Axcerdenpaa — Purepa (cunnpom A-P), B 50 % ciryuaeB accoruupoBaHHOTO ¢ IIayKOMOi [2].
OpnHako, npoBezieHne AU PepeHIHag MeXy COOTBETCTBYOLIMMH COCTOSHUSMHU SBJISETCS BEChMa aKTyalbHBIM
C TIO3UIIMIT CBOEBPEMEHHOM ANarHOCTHKHU COIYTCTBYIOLIEH TATOJIOTMH U JabHEHIIeH TAKTUKY BEACHHS U JICUCHUS
007BHOTO.

Jlansblii cuHIpOoM OBLT Ha3BaH B YecTh Hemenkoro opramsmonora Theodor Axenfeld, BnepBbie omucasmero
BO3MO)KHBIC TPOSIBICHUS TOHUOMCTEHE3a ¢ HATUYHUEeM 3aJHero 3mMOpuorokcona B 1920 T, U aBCTPHUIICKOTO
odramemonora Herwigh Rieger, 3anoxuBmiero B 1935 1. monsitue cuaapoma Purepa. B GonpmmmHCTBE citydaeB
HaOJII0JaeTcsl ayTOCOMHO-IOMMHAHTHOE HAceOBAHUE, OJIHAKO, BCTPEYAIOTCS U CHOPAaAUYEeCKUE CIydaH.
Briiensiror 2 OCHOBHBIX TeHEeTHUECKHX Thma chHapoma A-P : | Tum cBs3aH ¢ myranueit 4-oif xpomocomsl, 11
TN — ¢ MyTanuen 13-oif xpomocombI[1]. B ocHOBe maHHOTO CHHApOMA JIEKHUT HapyIIEHHE MHUTPALUHN KIETOK
HEpBHOTO T'peOHs, (HOPMHUPYIOIIUXCA Y KpaéB 3MOPHOHAIBHON HEPBHOW IUIACTMHKM IO MOMEHTa 3aKpbITHS
HepBHOH TpyOku [Bahn CF, 1984]. ITo nannsiM HanmonansHoro MuctuTyTa 300p0oBBs cHHApOM A-P sBisteTcs
penkuM 3aboneBaHueM, Tak kKak Bcrpedaercs y 200000 amepukaHies.

Anomanus Purepa MoxeT Takxke SIBJIATbCSA COCTABHON 4acThIO APYTUX CHHIPOMOB, TaKUX Kak CHHApoM S-H-
O-R-T (S — Hu3kHii poct; H — noBBIIEHHAs PaCTKUMOCTh CYCTaBOB W/MIIM Ipbbka; O — enpeccusi I1a3Horo
sionoka; R- anomanus Purepa; T - 3anepikka pa3sButust 3y0oB), cuHapoM AOpy330-Opukcona u T.1.[3.,4,7,9,10].

MBbI XOTUM NPEACTABUTH KIMHUUYECKHH citydail aHomanuu A-P ¢ BposkAEHHOH [1ayKOMOM, aCCOLMMPOBAHHOM €
aHOMAJIMSMH Pa3BUTHUSI BHYTPEHHHUX OPTaHOB.
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Boabnoii B.J. 1994-ro roma poxaenus oOpartmicst B oTnaeneHue miaykomsl HarmmonamsHoro Ilentpa
Od¢ranemonorun M. Axkanemuka 3apudbl AnmeBod ¢ jkano0aMy Ha CHIDKEHHE W 3aTyMaHWBaHUE 3PEHUS,
a TaKKe Ha MONEPTMBAHUE €AMHCTBEHHOTO MpaBoro riasa. Co cloB poaureneid, 3a00JeBaHUE HAYANIOCh 4Yepe3
2 rozja mocje pOXIEHHs C MOSBICHHS Cepoil IIIEHKM Ha JIeBOM Iasy. B §-nmetHem Bospacte ObLI MOCTaBieH
JIMarHO3 BPOXKAEHHOH INIayKOMBI, ObUIa MPOM3BEIEHA SHYKJIEAlHMs JIEBOTO INIA3HOro SI0JI0Ka C MOCIEAYIOUUM
MPOTE3UPOBAHUEM, Ha MPaBbIii T1a3 ObUTH Ha3HAYCHBI Karui TuMostona 0,25% x 2 pa3a B JeHb. boibHO#N oTMeTHI,
YTO HAXOIMJICA IOJ] PerysipHbIM HaOmroneHneM 1o 2006-ro roga. CeMeiiHplii aHaMHe3 B OTHOIICHHUH ITIayKOMBI U
JPYyroi 0()TaTbMONAaTOIOI U OTPULIATENICH.

B anamHuese: omeparus, NMpoBeAEHHAs 10 MOBOAY MAaxoBOH IPBDKM B 3-X JIETHEM BO3pAacTe; IOSBICHHE
’Kasi00 Ha TOBBILIEHHYIO YTOMISEMOCTb, TOJIOBHBIE OOJIM, TUCKOM(OPT U MEPHOIUUECKH BO3HHUKAIOIINE OO B
obnactu cepaua, cepaiedneHne, MOHIKEHHY0 (HU3NUECKYI0 paboTOCIIOCOOHOCTh U pa3paKUTENbHOCTD B 11-TH
JIETHEM BO3pAacTe, YTO POJMTEIH CBA3BIBAIIM C MOBBILIEHHOH yMCTBEHHOH Harpy3koi B mkoue. [To HampaBieHnio
KapauoJora ObUIO MPOBEACHO SXOKapauorpaduueckoe oOCIeoBaHHE C 3aKIIOYCHHEM O HAJMYUH IIpoJiarca
MUTPAJIBHOTO Ki1anaHa I crernenu, Obl1 Ha3HaYEH Kypc KOHCEPBATHBHOTO JieueHus. bosbHO# oTpHnaeT kakue-nudo
MIPOSIBIICHHSI PEBMATH3Ma H JIPYTUX CUCTEMHBIX 3a00seBaHuid. 13 001IKX xanod 0TMeYaeT TOIBKO NEPHOIIMYECKY IO
JUCHYHKIHIO JKEITYI0YHO-KUIIEYHOTO TPAKTA CO CKJIIOHHOCTBIO K OOCTHITIAIINY.

Ilpu oOmem ocmoTpe OBUIM BBISBICHBI TaK Ha3blBaeMble (EHOTUIMYECKUE MPU3HAKH JHCILIa3HU
COCIMHUTENLHOW TKAHH: ACTEHHYECKOE TENOCIOKEHHE, BBICOKMH POCT, MOBBIIICHHAS O3JIACTUYHOCTH KOXKHU
U IUIOCKOCTOIIME; OCMOTP YEJIOCTHO-THMLEBOH 001acTi He OOHApY XKW NMPHU3HAKOB IaTOJOrWU. B ymMcTBeHHOM
pa3BUTHH OOJIBHOW HE OTCTaBaJ OT CBOMX CBEPCTHHKOB.

Ipu Hapy>KHOM OCcMOTpe 000HX IT1a3 COCTOSTHUE BEK U CIE3HOTO anmnapara He 00Hapyxuio narojoruu. Ocrpora
3penus npasoro rasa - 0,8 ¢ koppekiueii sph. concavae — 1,0 D =0,9; PO OD = 24,0 MM.pT.CT., y4UTHIBasI JaHHBIC
MMaXAMETPHUH (TONIIMHA POTOBHIEI — 588 MKM) ncTHHHOE fasinerne coctaBmio 21,0 MM.pr.cT.; OS — aHODTANEM.
Buomukpockonus mHpaBoro Iasza BbIABMIA POTATOPHBI HUCTArM C HU3KOM aMIUIMTYJOH KojeOaTelbHbIX
IBIDKCHUI. BynbOapHas KOHBIOHKTHBA ClIeTKa HMHBEIMPOBAaHA, POTOBHMLA IPO3padHasi, AUAMETP POTOBHIIBI
— 14 MM, B nnMmbanbHOI 30HE Ha mpoTskeHnn 3600 BuaeH 3amHuil SMOpuoTokcoH.(puc.l) [lepennss xamepa
n1yOOoKasi, 3padyoK Cllerka MOATSHYT K BUCKY, peaklus Ha CBeT ciabas, IMIMEHTHas KaiiMa coxpaHeHa. Penbed
panyXKK{ CIVIaKEH, B [IMINAPHOM II0ACe PaIy’KKH HAaOIIOAAaeTCs TUIOIIIAa3Us CTPOMBI C SIBHBIM HCTOHUCHHEM €&
MOBEPXHOCTHOTO JIMCTKA HA MPOTSDKEHUHM 360°, YTO XOPOLIO BBISBISETCS IPU ONTHYECKOM cpes3e. XpyCTaluK
po3padvHslit (puc.2,3).

Puc.1 BuoMuxkpockonus npasoro Puc.2 3annuuii 53MOpHOTOKCOH, Puc.3 OnTuueckuii cpe3
rjiaza peibed paay:kku

ITpu 6MOMHUKPOCKONHMH ITIa3HOTO JTHA JIMH30M 78 quTp 0OHApY)KEHbI IJIaBAIOIIE TOMYTHEHHS B CTEKIOBHIHOM
Tese, ONenHbli JUcK B popMe BEpTHKAIBHOTO OBajla ¢ 9KcKaBanuer 0,8 ¥ CABUT COCYANCTOTO IyYKa B HOCOBYIO
CTOPOHY, YETKHE MaKyJISIpHBIA U (OBEONSIpHEIN pediekch (puc.4).

Tonrockonmuueckoe oocnenoBanue BoISIBIIO (puUC.5,0):

» Il crenens otkprITus yria o [addepy;

*  mUrMeHTtauuio yria 3-if crenenu no Hleiie;

*  3ajHUI1 SMOPUOTOKCOH, BAOJIb CHIILHO BHICTYIAOIIEro Koublia [1IBanb0e- 0TiokKeHHs TMIMEeHTa,;

*  MHOXECTBEHHBIE OTPOCTKH PaIy’KKH (OCOOCHHO B HHKHEM CEKTOpE YIUIa), IPOCTUPAIOIINECS B HEKOTOPBIX

cermeHnTax 10 konbua llIBaanoe;

*  SIBHYIO THIIOIUIA3MI0 CTPOMBI PaJly’KKH B IIPUKOPHEBOI 30HE Ha MPOTshHkeHUH 360°.
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Puc.4 /Iuck 3puTe/ibHOTO Puc.5 T'onnockonnveckoe Puc.6 I'unoniasusi cTpoMsl
HepBa o0cienoBanmne PaLyKKH

Beiin mpoBeneHsl nepuMeTprueckoe (puc.7), ymsrpacoHorpaduueckoe u mormieporpaduueckoe (puc.8)
oOcienoBanus — (B CBS3M C HAJWYMEM POTATOPHOTO HHUCTarMa MMENIH MECTO IOTepsl (UKCAIMU M JIOKHO-
OTpPHULIATENIBHBIC TT0KA3aTeNH, YTO B HEKOTOPOH CTEIEHH CKa3aloCh Ha JJOCTOBEPHOCTH NEPHMETPUH); IIepeIHee-
3aaHsg 0Ch cocTaBmia 25,2 MM. Jlommieporpadudaeckoe 00ciie[oBaHIE BBIIBIIO HEOOIBIIOE CHIKEHNE CKOPOCTH
KPOBOTOKA B IIPABO¥ ITa3HUYHOH apTepHu: MaKCHMaJIbHAsI CUCTONIYECcKast CKOPOCTh KpoBoToka (Vmax) —30,8 cm/
cek. nipu HopMme — 36,19 £ 0,67; MUHMMaIbHAS AUACTOIMYECKasl CKOPOCTh KpoBoToka (Vmin) — 9,4 cm/cek. npu
HopMe — 9,52 £ 0,32. CkopocTH KpOBOTOKA B LIEHTPAIBbHOM apTepUH CeTYATKU U B 3alHUX KOPOTKUX LIUIIHAPHBIX
apTepusix — B IIPEJeax HOPMEI.

Puc.7 llepumerpus Puc.8 KpoBoTok B npaBoii riia3HMYHONH apTepuu

Ha ocHOBaHUH MOJTYyYESHHBIX JAHHBIX ObUI OCTABJICH IMArHO3 aHOMAaINK Purepa ¢ BpoxAEHHO# riaykoMoii. B
CBSI3U C HAJIMYMEM €IMHCTBEHHOTO 3psYero IJ1asa U [eneco00pa3HOCThIO KOHCEPBATUBHOTO JICYCHHS BPOXKIEHHOM
IJIayKOMBI B IOHOIIECKOM BO3pacTe B KadeCTBE METOZa MEPBOro BHIOOPA, OONBHOMY OBLIM HAa3HAYCHBI KaIlIH
tpasarana 0,004% x 1 pa3 B JieHb.

VuuThIBas NPEUMYLICCTBEHHO HACIEACTBEHHBIH XapakTep AaHHONW aHOMAJHH, POOHUTEISIM Takke ObLIO
NpOBeeHO 0dTaaIbMONIOrHIecKoe 00CIe0BaHNe. 32 HCKIFOUEHUEM BBISIBICHHOTO IPH MIPOBEICHUH FTOHUO CKOITHH
Y OTIIa 3aJJHET0 SMOPHOTOKCOHA, APYTHX MPU3HAKOB MMATOJIOTHH 00HapyXeHo He ObLIo (puc.9).

JI71s1 HCKITFOUEHHU S COITY TCTBYIOLIEH MAaTOJIOTHH CO CTOPOHBI 3yOOB M BHYTPEHHUX OPraHOB OOJILHON ObLT HOCNIaH
Ha JONOJHUTENbHBIE 00cienoBaHus. CTOMATONIOrHIECKoe 00CIeIOBaH)Ee BBISBIIIO HAJMYHME KapHO3HBIX 3yOOB
0e3 kakux-mbo nedexros pasButus (puc.10).
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Puc.9 3agunii sMOpHOTOKCOH,
BBISIBJICHHBIH Yy oTta
Duration 12:08:22 AM Slape 162 dB0" PD 14
Lost fixation B22 (36%) V.bad 3 deg. bevel : 25 78 dB AD 01
Faise positives © 1/15 (8%) V good Zato wvel - 2148 GHT : 0, -
Falsa negatrees | (V15 (0%) V good AvelBge 20 05 dB Na
Tested 41007 Fheciuation
Puc.10 Kapuo3snbie 3y0bl Puc.11 llepumeTpusi B THHAMHIKE

Ha ocHoBaHumM npoBenEHHOW HPPUIOCKONUHM M TIOMYYEHHBIX HppUrorpaMM ObUI IIOCTaBJICH JAWMAarHo3
JIOJIUXOKOJIOHA C IIPAaBOCTOPOHHUM KOIOHONTO30M. CO CTOpOHBI KapAMOJIOra U TacTPO’HTEPOIOra ObLIH
Ha3Ha4YeHbI KyPChl KOHCEPBATUBHOTO JieueHHs. CpaBHHBAs TOOOYHBIE YPPEKTHI aHTUTIIAyKOMHBIX TipenaparoB[11],
IPOCTANIaHAMHBI, CUUTAIOLIMECS B HACTOsIIee BpeMs IIpelnaparaMy IEepBOro BbIOOpa, OKa3alduCh Haubolee
IIpUEeMJIEMBIMH U B HallleM cilydae. JJaHHOe HaMM Ha3HaYeHHe He OTPeOOBaJI0 KOPPEKIIUH.

BbonbHOM HaXOAUTCS MOA PEryISPHBIM HAOMIOAEHUEM: depe3 2 HeelIr UCTUHHOE JaBICHHE ¢ YIETOM JJaHHBIX
MaXUMETPUH COCTaBWIO 13 MM.pT.CT., uepe3 3 mecsana — 12 MM.PT.CT. COOTBETCTBEHHO, 3pCHUE U TI0JIE 3PEHUS
ocraBanuch 0Oe3 usMeHeHuil. IIpoBenéHHOe depe3 5 MecAleB NEPUMETPUUECKOE OOCICIOBaHHE TAKXKE HE
00HApPYKIITO KaKUX-THOO U3MEHEHH B Toie 3peHus (puc.11).

A-P cuHApOM IIPOAOIKAET MPEICTABIATH HHTEPECHYIO ¢ KIMHUYECKOH TOUKH 3PEHHS O(TaIbMOIATOIOTHIO,
TaK KaK MOKET BCTPEYaThCs B pasiMyHbIX Bapuanusax. CorlacHO JIMTEPaTypHBIM JaHHBIM, OMH U3 KIIMHUYECKUX
BapHaHTOB cuHApoMa A-P - aHomanus Purepa MoxkeT accOIMMpOBAaThCS C Pa3IMYHOM MAaTOJOTHEH, BKIIOYAs
HapyIIeHHe ocTeorenesa 8], Hegpomaruto [6] 1 T.11.

IIpencraBneHHbI KIMHUYECKUH Cllydail MOXKET BBICTYNAaTb KaK B Kau€CTBE HOBOW accOLMAllMM aHOMAIUU
Purepa c nposancoM MUTPaIbHOTO KJIalaHa U JIOJTMXOKOJIOHOM, TaK ¥ B KaUueCTBE KIIMHUYECKOTO BApUAHTA TCUEHUS
cungpoma A-P, He onrcaHHOrO paHee.

Orto emé pa3 noATBepKIaeT HEOOXOAMMOCTh TILATEILHOTO 00CIeI0BaHUS OOJIBHBIX C BPOXKIEHHOH II1ayKOMON
Ha HaJIM4YKe CONyTCTBYIOLUIMX aHOMAJIUH CO CTOPOHBI IMa3a. B ciydasx ¢ nuarHocTupoBaHHOM aHomanuel Purepa
SBISIeTCS 00s13aTEIbHBIM MIPOBEJICHUE KOHCYNIBTALMK BpadyaMH JIPYIHX CHELMaIbHOCTEH, AaXke MPU OTCYTCTBUU
XapaKTepHON IIATOJIOTHU UYENIOCTHO-JIMIEBOH O0JacTH M CKeleTa M HEBO3MOKHOCTH ITOCTAHOBKH JIMarHO30B
KJIacCHYECKOro CHHApoMa AkceHdenba-Purepa miy Apyroro n3B€CTHOrO CHHAPOMA.
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Qasimov E.M., Agayeva F.O.

RIGER ANOMALIYASI, ANADANGOLMO QLAUKOMA VO DAXILI
ORQANLARIN INKISAF ANOMALIYALARI: YENI ASSOSIASIYA YA
AKSENFELD-RIGER SINDROMUN KLINiKi VARIANTI? (kliniki hal).

Akademik Zarifs Oliyeva adina Milli Oftalmologiya Markazi, Baki sah.

XULASO

Gostorilon Riger anomaliyasi vo anadangslmo gqlaukoma ils yanasi gedon daxili orqanlarin inkisaf anomaliyalart
yeni bir assosiasiya va ya Aksenfeld - Riger sindromun kliniki variant1 sayila biler.

Kasimov E.M., Aghayeva F.A.

RIEGER ANOMALY WITH CONGENITAL GLAUCOMA PLUS DEVELOPMENTAL
ANOMALIES OF INNER ORGANS: A NEW ASSOCIATION OR CLINICAL
VARIANT OF AXENFELD-RIEGER SYNDROME? (CLINICAL CASE)

National Ophthalmology Centre named after acad. Zarifa Aliyeva, Baku.

SUMMARY

The presented clinical case describe new association of Rieger anomaly, congenital glaucoma and developmental
anomalies of inner organs (dolichocolon and mitral septal prolapsus) that may be probably considered as one of the
clinical variations of Axenfeld-Rieger syndrome.
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