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ITpuBoauTCS KIMHUUECKUH Cilydail peKoro CUHAPOMHOIO 3a00J1€BaHUs — OKYJIO-I€HTO-IUTUTaIbHON AUCILIA-
3uM, BrepBbie onrcanHoi B 1920 romy W. Lohmann (cunapom JloxmanHna). B HameM KIMHAYECKOM TIpHMepe
y pebeHKka 2-x MecsleB ¢ CHHAPOMOM JIOXMaHHA COMAaTHYECKUI CTAaTyC XapaKTepH30BaJICS MHOKECTBEHHBIMHU
[IOPOKaMU Pa3BUTHs: IByCTOpoHHEH cunaaktunueil II-111 nanbues Ha cTonax, TeTpagakTUINEH cTol, redopma-
el manbleB KUCTEH, BPOXKISHHBIM OPOKOM cepaia ((pyHKIHOHUPYIOIee OBaJbHOE OKHO, XOp/ia B TIOJIOCTH
JIEBOTO KENyA04Ka), TUITOKCHYECKUM MOpPaKeHNEM IIeHTPATbHONH HEpBHOUW crcTeMbl. [laTtomorust 3pureiasHOro
aHaJIM3aTopa MPOsIBILUIACH JBYCTOPOHHUM aHO(MTAIbMOM, HEJOPA3BUTHEM BEK, HEIPABUIBHBIM POCTOM pec-
HUII, OTCYTCTBHEM CKJIQJIKH BEPXHETO BeKa, Pe3KHM YKOPOUEHUEM U CYKEHHEM IVIa3HbIX IIeNIeH, 3HAUNTEeIIbHBIM
YMEHBLICHHEM B pa3Mepax KOHBIOHKTHBAJIBHOH monoctu. Peabunuranns peGeHKa ¢ BPOXKICHHBIM aHO(DTAIb-
MOM 3aKJII04ajach B IPOBEAECHUM CTYNEHYATOIO MIA3HOIO NPOTE3UPOBAHMS U JICUEHUHU Y CIIELIUAINCTOB CMEXK-
HBIX CIIEIIMaJIbHOCTEH.
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The authors report a clinical case of the rare syndromic disease, oculo-dento-digital dysplasia, described for the
first time by W. Lochmann in 1920 and currently known as Lochmann’s syndrome. The patient was a two-month
old child with this condition whose somatic status was characterized by multiple malformations including bi-
lateral syndactilism of II-III toes, foot tetradactilia, deformation of fingers, congenital heart disorder (with the
functioning oval window and the chord in the left ventricular cavity), and hypoxic lesion of the central nervous
system. The pathological changes in the visual analyzer manifested themselves in the form of bilateral anoph-
thalmos, the underdevelopment of the eyelids, the abnormal growth of the eyelashes, the absence of the upper
eyelid folds, the marked shortening and narrowing of the eye slits, and the significant reduction of the size of
the conjunctival cavity. Rehabilitation of this patient consisted of stepwise ocular prosthetics and the treatment
by the specialists in the related disciplines,
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Penxoe cuHIpoMHOE 3a00JI€BaHIE — OKYJI0-JCHTO-IUTUTAb-
Hasl TUCIUIa3usl BIepBbie ObLI0 omucaHo B 1920 r. Lohmann W.
(cunmpom JloxmanHa), a 3ateM B 1957 . Meyer-Schwikerth G.,
Gruterich E. u Weyers H. OHu oTHEeCIH 3Ty NaTOJIOTHIO K MUKPO-
¢dransmyc-cuaapoMaM. CHHAPOM B TEPBYIO Ouepelb MpOSBIIS-
€TCsl TaTOJIOTHEH a3, aHOMAaJIMsAMHU pPa3BUTHA 3yOOB, CKeyeTa
KHCTEH M CTOM. DTO HACIEICTBEHHOE ayTOCOMHO-IOMHHAHTHOE
3a0osneBaHne (JIOMYyCKAaeTCss M ayTOCOMHO-PELECCUBHOE Haclie-
JIOBaHKE), BbI3bIBacMoe MyTarmsMu B remax ODDD, SDTY3,
ODOD, xapTupoBaHHBIX B JOKyce 6q22—q24 [1].

Jlnst 9T0# marosoruy XapakTepHbI MUKpoLedanis ¢ MHOTO-
YHUCJICHHBIMHU TPOSIBICHUSIMU JTUCTE€He3a JIKIa (IIUpOKas repe-
HOCHIIA, YTOJIICHHAs HIDKHSS YENIOCTh, PacIICNUHbl HEOA H
BEpXHEH T'yObl, MaJIEHbKHH HOC C IIUPOKUM KOPHEM, OCTPBIM
KOHYMKOM, THIOIUIa3Hus KPBUIbEB U y3KHE HOCOBBIE XOJBI), Te-
Hepaan30BaHHas TUCIUIA3Us 3yOHON SManu U APyrue aHOMAalluH
3y0OB, a TaK)ke pa3HOOOPA3HbIC CKEJICTHBIC AHOMAIUU (KOPOTKHE
Maabllbl Ha PyKax M HOTaX, CUHIAKTHJIUS ¥ KaMITOMAKTHIIHS
IV—V nainblieB KUCTH, TUTIOIIA3Hs WK aIlIa3usi CPeIHUX (aganr
OIIHOTO WJIM HECKOJBbKHX NajbleB, YIUIOmIeHHe [—V MsACTHBIX
KOCTEH, BPOXKICHHBIA BBIBUX Oe/pa, pacuiupeHne meradu3on
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JUIMHHBIX TPyO4aThIX KOCTEH), HHOTAAa HaOlltonaeTcs MHUKpOLe-
¢damus. [IcuxoMOTOpHOE pa3BHTHE Yallle HOPMAalIbHOE, OJHAKO
y HEKOTOPBIX OOJBHBIX BO3MOKHA yMEpEHHas YMCTBEHHas OT-
cranocts [2]. [TaTonoruueckne U3MEHEHHUS TJ1a3 Y 3TUX OOJIbHBIX
BKJIIOYAIOT MUKPO(TAIbM, MUKPOKOPHEA, TOMYTHEHHE POTOBH-
IIbI, BPOXKJICHHYIO KaTapakTy, MIIOIUIA3UI0 IIEPEHEro Me301ep-
MaJIBHOTO JIMCTKA PAAY>KKH, SKIIEHTPUYHOE PACIIOIOKEHUE 3pay-
Ka, O(TaJbMOTHIIEPTEH3HIO WK TIaykoMmy. YacTo BCTpedaroTcs
TICEB/IOTUNIEPTEIOPU3M, 3IUKAHTyC, NT03. OTMEUYeHBI TaKKe
CMEIIaHHBI aCTUTMAaTH3M, OTCYTCTBHE (hoBeanbHOro pediekca,
KOHIIEHTPUYECKOE CyKEHUE 1os 3peHus [1].

JIOTIOJTHUTENIEHBIMU TIPU3HAKAMU SIBIISIOTCSl KOHJIyKTHBHAs
IIyXO0Ta, TUIIEpKeparo3, pa3pacTaHue 4eIrocTel, pa3inyHble He-
BpOJIOTMYECKHE CHUMIITOMBI (CIIaBIIEHHE CIIMHHOTO MO3ra, Cria-
CTHYECKHUH TeTpanapes, Iporpeccupyromias cnacTuueckas mapa-
ILIET WS, aToNOTHs OeNIoro BelecTBa Mo3ra o JaHHBIM MarHuT-
HO-pe3oHaHcHOW Tomorpadguu (MPT), kxanbnuHO3 0Oa3aibHBIX
rannes) [5].

OCHOBHBIM METOJOM HUCCIEIO0BAHUS JETEH C BPOXKICHHBIM
aHO(TaIBMOM SIBIISICTCSl BHEITHHUH ocMOTp pebenka. OueHnBa-
10T GOpMY U pa3Mepbl IIa3HOW IIeNH, BEK 1 OPOUTHI, BEINUUHY,
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(dbopMy M colepKUMOE KOHBIOHKTHBAJIbHOW TonocTH. Kak jso-
MOJTHUTEJIbHBIC METOABI UCCIICAOBAHUS UCTIOJIB3YIOTCS PEHTTCHO-
rpa¢us, yabTpa3ByKOBOE MCCIIEOBAaHHE, BKIIOYAIOIIEE H3Mepe-
HUE NepeHe3aiHell ocu 1iasa, B-ckanupoBaHue a3 u opOuThl,
AMMYHOJIOTHYECKUE HCCIIeIOBaHUs (Cepoliornyeckasl JUarHo-
CTHKa Pa3NUYHBIX WH(EKIMH MEeTOIOM HMMYHO(EPMEHTHOTO
anamusa), KT u MPT opOut u ronosHoro mosra. ITocie o6cne-
JTIOBaHMsI peOCHKA HAMPABISIOT Ha KOHCYJIBTAIIMIO MJIACTHYECKOTO
xupypra [3]. Taxxxe HeoOX0OUMBI 00CIEJOBAHUS, KOHCYIBTALUH
U JIeYeHUE Y JPYTUX CHEelUaINCTOB — IeAuaTpa, HeBpoJIora, Xu-
pypra-opTornenia, reHeTHKa ¢ TPOBEJCHUEM IIMTOTCHETHYECKUX
HCCIIEIOBAHUI.

PeaOunurarys geteii ¢ BpOXKICHHBIM aHO(TAIBMOM 3aKJIF0Ya-
eTcs B IMPOBEIEHUU CTYNEHYaToro nmporesupoBaHus. Ero mposo-
JUIT JIJISE MCTIPABIICHUSI KOCMETHYECKOTO Jie(eKTa U MPOPHIAKTUKI
MIPOrPECCUPYIOLIEH aCHMMETPHH JIMIIEBOTO CKeJleTa yepena [3—6].

IIpuBoguM kIUHNYeCKU mpuMep cuHapoma JloxmanHa.

Peb6enok K., B Bo3pacte 2 Mec MOCTYIHI B IETCKOE KOH-
CYNBTaTUBHO-TIONUKIMHIYECKoe oTaeneHne MockoBckoro HUN
Ia3HbIX Oose3Hel uM. [eabpMrosbLa ¢ AUarHO30M: «ABYCTOPOH-
HUI BpOXKJICHHBII aHOPTaIbM» (pUC. 1, CM. BKIIEHKY).

ComyTCTBYIOLIMI IUATHO3: «OKYJIO-I€HTO-AUTUTaIbHAS TUC-
iasust — cueapoM JloxmanHa, rumokcrdeckoe nmopaxenue LIHC,
BPOKIEHHBIN MOPOK cepAna: GyHKIHOHUPYIOLIee OBAaJIbHOE OK-
HO, XOpJia B TOJIOCTH JIEBOT'O JKEITY/10UKa, MHOXKECTBEHHBIE IIOPO-
KU Pa3BUTHS KUCTell U cTon (aBycTOpoHHss cunaakTuus [1-1I1
Ha CTOMNAax, TeTPaJaKTHIIUS CTOI, 1e(opMaLus NalIbLEeB KUCTEH)”
(puc. 2, cM. BKIEHKY).

W3 anaMHe3a H3BECTHO: peOCHOK POIMIICS OT 2-i OepeMeHHO-
CTH, TIPOTEKaBIIel 0e3 0COOCHHOCTEH, POIBI B CPOK, Macca Tena
npu poxaeHnn — 3100 r. Onenka no mkane Anrap 7/8 6aios.
IlepBblil peGeHOK B ceMbe B Bo3pacTe 1,5 roma — coMaTHYECKH
310poB. IMMYHOJIOrH4ecKre MCCIIEAO0BaHUS — CEPOJIOTHYECKast
JIMAarHOCTHKA METOJIOM HMMYHO(EPMEHTHOTO aHAIIN3a — AHTUTEI
K 0hTaTBMOTPOITHEIM BO30YIUTEINSIM HE BBISBICHO.

Ilo pesympraraM KIMHUKO-TEHETHYECKHX HCCIEJOBAHUN —
reHeaJlornyeckuii aHamHe3 He oTArouieH. llutorenernueckoe
uccnenoanue (kapuorun) pedenka — 46.XX — HOpMaJbHBIN
JKEHCKUH KapuOTHUII. 3aK/II0YEHUE TeHETHKA: OKYJIO-AEeHTO-IUTU-
TaJbHBINA cCHHIPOM (cuHApoM JloxmaHHa).

B nmerckoM KOHCYJBTaTHBHO-TIOMHKIMHUYECKOM OTIEIICHUHU
WHcTuTyTa npoBeieHo o0cieioBaHne peOeHKa.

IIpu BHELIHEM 0CMOTpE BEKH 000HX IJ1a3 CIIOKOIHBIC, YMEHbB-
HICHBI B padMepax, pECHUIIbI HAIlpaBJICHbI BHU3, CKJIaJlKa BEpPX-
HEro BeKa OTCYTCTBYET, IVIa3HbIE HIEIH PE3KO YKOPOUCHBI — JI0
9,0-10,0 mM. KoHBIOHKTHBAJIBHAS TIOJIOCTh YUCTAas, CO CIIIAXKEH-
HBIMH CBOJIAMH, YIUIOIIEHHBIM HW)KHHM CBOIOM, 3HAYUTEIHHO
yYMEHBIIEHa B pa3Mepax, OTIeNsIeMOoro HeT. [a3Hble si0noKu oT-
CYTCTBYIOT (CM. puc. 1).

Oxorpadust opOHT: B 00eMX OpOUTAX BU3YaTN3HPYIOTCS 3a4aTKH
m1a3HbIX 510110k pasmepom — OD — 3,8 x 4,5 mm; OS — 2,5 x 4,0 Mm.

Takum 00pazoM, JBYCTOPOHHHMN aHO(TAIIBM SIBISETCS MHH-
MBIM, TaK KaK MMEIOTCS 3a4aTKd Ia3HBIX sONOK (puc. 3, cM.
BKJICHKY).

MPT rosnoBHOro Mo3ra npoBejicHa peOeHKy B Bozpacte 9 He-
neins. [Ipu oGcnenoBanuy Oblla BBISIBICHA KAPTUHA JABYCTOPOH-
Hel aHO(TaNIbMUU, B OpOUTAX ONpEAEUINCh HEOOIbIINX pa3-
MEepOB OKpyTJibie 00pa3oBaHus N30MHTEHCUBHOrO MP-curnana
C HEYETKMMHU KOHTYPaMHu — MpaBoe pasMepoM 7 X 6 MM, JieBoe
pa3mepom 6 X 8 MM. 3pHUTENbHBIE HEPBBI BU3YaIN3UPOBAIINCH B
BUJIC TOHKHX TsDKEH, KamuOpom o 1 MM. KaHainel 3puTeabHbIX
HEpBOB HE ObUIM Ne(GOPMUPOBAHBI, XOJ 3PUTEJILHBIX HEPBOB
HE U3MEHEH, 3pUTENIbHBIA MEPEeKPECT YETKO HE OMpEeelIscs.
MpII1IbI IIa3HBIX 010K OBIIIM YETKO BUIAHBI CIIPABA U CJIEBA, UX
pa3Mep He u3MeHeH. Tarke BBISIBICHO YMEPEHHOE PaCIInpeHHe
OOKOBBIX KEIYIOYKOB 0e3 MPHU3HAKOB HAPYIICHUs JTHUKBOPOIH-
HAMHKH, TaHHBIX 38 04aroBO€ MOpa)KeHHE BEIIECTBA TOJIOBHOTO
MO3ra He TOJIyYeHO.

PeGenok koHcynasTupoBan B OT/ene TpaBMaroioruu, peKkoH-
CTPYKTUBHOH, MJIACTUYECKOH XUPYPTUU U IIIA3HOTO IPOTE3UPO-
BaHMs. YUHUTBIBAsI OTCYTCTBHE 3PUTENBHBIX (YHKIHNA, pEKOMEH-
JIOBaHO CTyTNEHYATOe IIa3HOE MPOTE3NPOBAHHE.

IMepBruHOE MpOTE3UPOBAHKE OBIIO 3aTPYAHEHO M3-3a PE3KO-
IO YMEHBIIEHHS] KOHbIOHKTUBAJILHOW MOJIOCTU M Y3KOH INa3HOU
menu. [Tosromy BHauasne ObUI UCIIOIb30BAH KPYIIbIH KOH(pOpMa-
TOp B BHUJIC TOPOIIMHBI MUHAMAIEHBIX Pa3MEpOB, €ro AUaMeTp
COCTaBISIT 5—7 MM. 3a CUeT HaJM4Hs y3KOW IJTa3HOHN IIeNN KOH-
(hopmarop Xopomio yaep:KuBaics B monoctu. [Ipore3 Obuio He-
00X0IMO OCTaBIATH B OPOUTE KPYIIIOCYTOUHO, HE U3BIIEKAst €ro
Ha HOYb. [IJ11 THTHEHUYECKOTO yX0a U NPOQUIAKTUKY KOHBIOH-
KTHBHUTA Ha3HAYaJM WHCTHULLUH JICKAPCTBEHHBIX BEIIECTB Ha
npore3 — nuilokcuauHa rugpoxiaopun 0,05%.

[ToBTOpHOE TpOTE3MpOBaHKE OBUIO HAa3HAYEHO PEOEHKY de-
pe3 4 Henmenu Jyis moadoopa koH(opmaropa OOJbIIEro pasmepa
(puc. 4, cM. BKICHKY). B nanpHeiiem cryrneH4aToe npoTe3npo-
BaHHE ObUIO PEKOMEHJIOBAHO MPOBOIAUTH Kaxble 4—6 Helelb U
MCHSTh (JOPMY MPOTE30B HA JIBOSIKOBBITYKJIBIC WM IIOCKOBBI-
MyKJIBIe KOH(OPMATOPEI, a 3aTeM Ha IPOTE3Bl MaJIoro pasMepa
craHaapTHeIX popm [4] (puc. 5, CM. BKIICHKY).

3akiaouenue

OnucaHHbII KIMHUYECKUH citydail cunapoMa JloxmaHHa 1o-
Ka3all, 4To 3TO peAKoe 3a0osieBaHUE Y JEeTell MOXKET COUeTaThbCs
HE TOJIBKO C MHKpO(TaIbMOM M MHKPOKOpHEa, HO U CO CIEeIy-
FOIIIMH O()TAIBMOTOTHIESCKIMH TIPOSBICHUSIMH: JIBY CTOPOHHUM
aHo(TambMOM, HENOPa3BHUTHEM BEK, HENPaBHIBHBIM POCTOM
PECHHUII, OTCYTCTBHEM CKJIAJKU BEPXHETO BEKa, PE3KUM YKOPO-
YEHUEM U CY)KEHUEM INIa3HbIX LIeJeH, 3HAYUTEIbHbIM yMEHbILIE-
HHUEM B pa3Mepax KOHBIOHKTUBAIbHOU nosoctd. CoMaTuuecKuii
CTaTyC TaKHUX JeTel XapaKTepu3yeTcsl MHOXKECTBEHHBIMH IIOPO-
KaMM pa3BUTUSL.

OOcnenoBaHne TakuX AeTeil MOMKHO OBITh KOMILIEKCHBIM.
OO0s13aTeNbHBIM SBISIETCS JICUCHUE U HAOIIOAEHHE Y CIIEIYIOIINX
CIELMAINCTOB: NIenaTpa, HEBPOJIora, KapAnuoiIora, Xupypra-op-
TOIE/la, TEHETHKA C Ha3HAYEHUEM LUTOI€HETHYECKHX HCCIEN0-
BaHUI.

[Ipu BpokIeHHOM aHO(TaTbMe HEOOXOAMMa KOHCYIBTAINSA
MIACTHYECKOTO XHUpypra. Peabumuranus geteit ¢ BpPOXKIACHHBIM
aHO(TATbMOM 3aKIIIOYaeTCs B IPOBEICHUU CTYIEHYATOro IVa3-
HOTO NPOTE3UPOBAHUS C MOCTENEHHBIM YBEIMUEHUEM Pa3MEPOB
KOH(OPMATOPOB, a 3aTeM M CTaHAAPTHBIX INIA3HEIX HPOTE30B
KaK1ple 4—6 HeIelb.

JNTEPATYPA

1. Koposenkos P.U. Hacnedcmeennvie u 6poxcoennvle 3a601e8aHuus 2nas.
CI16.: Xumuszaar; 2006.

2. Kosnosa C.U., Emanosa E.C. HacniecTBeHHBIE CHHIPOMBI M MEIMKO-T€-
HEeTHUYeCKoe KOHCynbTupoBanue. M: Menununa; 2007.

3. ®wunarosa N.A. AHodranem. [Tatonorus u nedenue. M.: Meauuuna; 2007.

4. ®mumaroBa M.A. OnTuMaiIbHBIH MOAX0A K PeaOMIMTALMU NALUCHTOB C
BPOJKJICHHBIM aHO(TaTIbMOM 1 MUKpOdTansMoM. Poccniickast neanarpu-
yeckast opraiapmonorus. 2014; 2: 44-8.

5. Mourianus F., Audo I., Defoort-Dhellemmes S., Labalette P. et al.
Management of congenital microftalmos and anophthalmos. J. Fr.
Ophtalmol. 1997; 20 (8): 583-91.

6. Rodallec A., Dufier J.L., Ernest C., Haye C. Congenital anophthalmos.
Control of osteogenesis with an expanding intraorbital prosthesis. J. Fr.
Ophtalmol. 1989; 11 (10): 661-8.

Iocrynuna 17.04.15

REFERENCES

1. Korovenkov R.I. Hereditary and Congenital Diseases of the Eye.
[Nasledstvennye i vrozhdennye zabolevaniya glaz]. St. Petersburg: Khi-
mizdat; 2006. (in Russian)

2. Kozlova S.I., Emanova E.S. Hereditary Syndromes, Medical and
Genetic Counseling. [Nasledstvennye sindromy i mediko-geneticheskoe
konsul tirovanie]. Moscow: Meditsina; 2007. (in Russian)

3. Filatova I.A. Anophthalmos. [Anoftal’m]. Moscow: Meditsina; 2007. (in
Russian)

4. Filatova ILA. The optimal approach to the rehabilitation of patients with
congenital anophthalmia and microphthalmia. Rossiyskaya pediatriches-
kaya oftal’'mologiya. 2014; 2: 44-8. (in Russian)

5. Mourianus F., Audo I., Defoort-Dhellemmes S., Labalette P. et al.
Management of congenital microftalmos and anophthalmos. J. Fr.
Ophtalmol. 1997; 20 (8): 583-91.

6. Rodallec A., Dufier J.L., Ernest C., Haye C. Congenital anophthalmos.
Control of osteogenesis with an expanding intraorbital prosthesis. J. Fr.
Ophtalmol. 1989; 11 (10): 661-8.

45



K c¢m. Cyoosckoii T.B., bobposckoii FO.A., Kokoesoti H.111.

Puc. 2. ®opma neBoii kuctu y pederka ¢ caapomom Jlox-
MaHHa.

1 D 0.45cm
2 D 0.38cm
3 D 0.40cm
4 D0.25cm

Puc. 3. Dxorpadus opour pebeHka ¢ CHHAPO-
MoM JloXMaHHa, BH3YalM3HPYIOTCS 3a4aTKH
IJIa3HBIX 100K — aHO(TAIbM MHUMBIH.

Puc. 5. Habop xordopmaropon
U TPOTE30B JUIsl CTYIEHYATOrO
[IPOTE3UPOBAHKS TPHU  BPOXK-
JIEHHOM aHO(TaJIbMeE.

a — Kpyrible KOH(pOPMATOpBl MU-
HUMAaJIBHOTO pa3Mepa B BHJE TO-
pOLIMHBI TUaMeTpoM 5-7 MM;
6 — IBOSIKOBBITYKJIbIE KOH(OpMATO-
PBI; 6 — ITOCKOBBITYKJIBIC IPOTE3HI;
2 — JIBOSIKOBBIITYKJIbIE TIPOTE3bI.
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