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B o630pa e npeactaBeH cuHApoMbT Ha Goldenhar, 3a KOMTO ca XxapaKTepHu acu-
MeTpUYHUTE MandopMaLm Ha NULETO, OYMTE 1 YLUUTE, @ CbLUO Taka W MpeLUrieHHN
aHoManuu. [laHHuTe coyat yectoTa mexay 1 Ha 3000 n 1 Ha 25 000 xvBopoaeHn
ndeua. MNMpeacraBeHn ca mandopMauumMTe OT CTpaHa Ha ounTe, ennbynbapeH aep-
momg, konoboma, mukpodptanm. Mo-psako ce HabnogasaT CbpaeyHn, 6BbOpeYHN,
HEBPOMOrMYHM, aHamHu, rpboHauHn aedektn. B 85% OT cnyyanTe mandopmaumm-
Te Ha NULETO, OYNTE U yLUUTE CE €AHOCTPAHHW, HO M NP NaUMEHTUTE C ABYCTPaHHU
aHoOManuu TAXHaTa TEXECT € OTYETNMBO acMmeTpuyHa. ETnonormsita Ha To3n CuH-
OpOM OCTaBa HesicHa U e crnopaguyHa. JleyeHneTo Hanara uHavBUAyaneH nogxon
KbM BCEKM OTAENEH NaLMEHT U BKITIOYBAHE HA €KUM OT pasnyHu crneumanucTy.

ennbynbapeH gepmouns, konoboma, aHoManuMm Ha ywnTe, aHoManuu Ha nuue-
TO, aHOMasWKN Ha NpeLuneHnTe
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The review presents the Goldenhar syndrome, which features asymmetric mal-
formations of the face, eyes and ears, as well as vertebral anomalies. Data refer
to a frequency between 1 in 3000 and 1 in 25 000 live births. Eye malforma-
tions, epibulbar dermoid, coloboma, microphtalmia are presented. Heartburn,
renal, neurological, anal, spinal defects are observed in patients with Goldenhar
syndrome. In 85% of cases, face, eye and ear malformations are unilateral, but
in patients with bilateral anomalies, their severity is clearly asymmetric. The eti-
ology of this syndrome remains obscure and appears sporadic. Treatment re-
quires an individual approach to each individual patient and the involvement of a
team of different scientists.
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Cuuta ce,

4Yye XapakTepHuTte acCuMeTpUuyHu

AHOManuMTe Ha Fp'b6HaLIHI/IF| CTbnb, OKOTO U

mMandopmaLlmn Ha NMueTo, ounTe U ywmTe ca bunm
onucaHn 3a NpbB NbT npe3 XIX B. OT HeMCKus ne-
kap Kapn ®epguHaHg doH ApnT, HO npe3 1952 r.
dpeHckuaT odpTanmonor Mopuc NongeHxap nocra-
BWIT Ha NpefeH MraH TPUTe OCHOBHU KIMUHUYHK Ge-
rnera Ha 1031 cuHapom [1]:

1) Ennbyn6apHvn AepMOVAM Ha OKOTO;

2) MNpeayprkynapHn KOXXHN MbHKK

3) MNpeLuneHHn aHomanuu.

Opyroto mme Ha cuHgpoma Ha Goldenhar e
OKyno-aypuvkyno-septebpanHa gucnnasus.

YXOTO Ce pasnunyasar no cBosiTa TexecT. B gonbn-
HeHVe Ha TOBa MpW HSKOW MauMeHTU moraTt fa ce
HabnogasaT u mandopmaummn Ha CbpLEeTo, ApyruTe
BbTPELUHN OpraHu, KakTo W OCTaHarata 4acT oT
OMOpHO-ABUraTenHus anapat. ToyHaTa 4ecToTa Ha
cuHapoma Ha longeHxap He e M3BecTHa, OaHHWTe
coyat yecrota mexagy 1 Ha 3000 n 1 Ha 25 000 xu-
BopodeHu aeua [2]. B 85% ot cnyyante mancdop-
MauuuTe Ha NUUETo, O4MTE U yLUnTe Ce eAHOCTPaH-
HW, HO U NPV NauUUeHTUTe C ABYCTPaHHW aHomanuu
TAIXHaTa TEXEeCT € OTYETNMBO acumeTpuyHa [3].
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Knacmnyeckata o4yHa natornorvsi BKMOYBa Aep-
MounA, Ha KOHIOHKTMBAaTa. M3BecTeH kaTto ennbynba-
peH Aepmous, TON NPeAcTaBnsBa XbTEHNUKABO A0
MNeYHOOANo Bb3ende, 0OMKHOBEHO NOKanuM3npaHo
BbB BBHLUIHUS AOMEH KBaapaHT Ha oyHaTta s6bnka
[4]. MoyTn cbe cblaTa YecToTa ce cpeLa u nun-
caTta Ha 4acT oT ropHusa knenad (konoboma), koeTo
npencTaBnsiBa NoTeHUManHa onacHoOCT 3a He3alu-
TeHaTa OT BBHLWHW Bb3AENCTBMA porosuua [5].
OnucaHa e 1 MukpodpTtanmusa. YwHaTta muga € ¢
abHOpPMHM pa3mepu unu opma, Kato MOoXe n3Ls-
no ga nuncea vnu ga 6vae camo neko gedopmMu-
paHa. PaznuuHn mandopmaumm Ha BBHLUHWUS Cry-
XOB MPOX0[, KaKTO M Ha CTPYKTYpUTE Ha CPeaHOTO
N1 BBTPELLHOTO yXO MoraT Aa AoBedaT [0 pas-
NMYHKM CTEMNEHM Ha rnyxoTa, cpeLlalla ce npu noy-
TM nonoBuHaTa naumeHtn [6]. [NpeaypukynapHu
KOXXHW MbHKM Ha MpakTuka ce cpeLuaT npu BCUYKM
naunMeHTn cbC cuHapoma Ha [ongeHxap, 4ecTo
OByCTpaHHO. Hanuue e oTuyeTnvBa nuueBa acu-
meTpus. OT egHaTa cTpaHa noanexallute KoCTu
ca XMnonnacTu4yHu. YcTaHoBsiBa ce crneuugunyHo n
HEeM3MeHHO HedopasBUTME Ha BBb3XOAALOTO pamo
Ha MaHaunbynata [6]. Hagnexawwmte Myckynu u
OpYrM MeKM TbKaHM CblLLO ca aTpouyHKU, KOETO
olLle MoBeYye 3acunea nuueBaTa acumeTpus. Bba-
MOXHO € Makcunarta u s6bnyHaTa KoCT CbLUo Aa ca
HeZlopa3BUTU.

Mpu HAKOM NaUUEHTU ce cpella XOPU3oHTarnHa
Lernka, KosiTo ce NpocTMpa OT brbfa Ha ycTata KbM
Oysata [7]. HapyweHuaT rbntateneH mMexaHusbM
MOXe [a [OOBe[e A0 HapylleHVs B XpaHEeHeTo B
Kbpmayecka Bb3pacT. Mo npaBuno cb3bbueTo e
Hegopa3suto. KoHdurypaumsita Ha nvueto LOHS-
Kbae HanomHs Tpeubp KomnuHc — maHambyno-
daumanHa amsocrtosa. To3n aBTO30MHO-AOMWHAH-
TEeH cuHopoMm obauve 3acsira CUMETPUYHO U OBeTe
CTpaHW Ha NMUETO M NPU HEFO He Ce CcpeLlaTt OYHU-
Te AepMounan 1 NpeLUneHHUTe aHoMarnumu.

MpelwneHHnTe aHoManuuM ca Hamn-3HaYUMUAT
KOMMOHEHT Ha cuHapoma Ha [onpgeHxap [8]. Te
MOXe [Aa ca fnoKanuM3upaHy HaBCSKbAE MO ObIDKU-
HaTta Ha rpbOHa4YHMA CTBNO, HO MMa u3paseHa
CKITOHHOCT KbM KOHLUEHTPUpPaHe B [AOMHUTE LUMAHU
N ropHWUTE rpbaHU npelwneHun. MNMpeobnagasaTt no-
nynpelwuneHnTe; Te MoraT ga Ca eOVHUYHW Unn
MHOXECTBEHU, Aa ca GanaHcupaHu unu HebanaH-
cvpaHu, fa nokassaT yBenuMyeH unm HamaneH 6pown
Ha cermeHTuTe. YecTo ce cpelyat HagTbXHO CLe-
neHn No cpefaTa npeLuneHn, kato gedekTsbT 3acs-
ra 3agHuWTe enemMeHTV UNu camoTo THAMO Ha npeLu-
neHa. fJaney no-psgko ce Habnwpasa crivBaHe Ha
npewneny nnu 6rokoBu npeLurieHn, NpeaumMHo B
LWNAHWS OTAEN Ha rpbbHadHna cTbnb. AHomanunte
npu TO3 CUHAPOM Ca MO-CKOPO KOHUIYpPaLMOHHM,
OTKOJIKOTO OCHOBaHW Ha HeycnelluHa cerMeHTauus,

KOETO e NMones3HO OT PEHTreHOoNorMYyHa rnegHa Tou-
Ka npu pasrpaHnyaBaHe Ha cuHapoma Ha [onpex-
xap OT cuHgpoma Ha Knunen-®aunn [9]. MNoHe no-
nosuHaTa oT 60MHUTE MMAaT KIMHWYHO YCTaHOBUMA
ckonmosa. Han-yecto T4 e nokanusmpaHa B LiepBu-
KOTopakanHus npexof Ha rpbbHayHus cTbnb, HO
ce cpelaTt 1 YMCTO TopakarHu, TopakoryMobanHu,
KakTo W rorieMu ABOMHO KOMMEHCATOPHU KPUBWUHM
no npoTexeHne Ha Lenus rpbbHadeH cTbnb. Cneg
KaTo U3KPMBSIBAHETO 3aroyvHe fa nporpecupa, ne-
YeHMeTo cTaBa Bce Mo-TpyaHo. HabniogaeaHo e, ye
npu obLia nHxanauMoHHa aHecTe3ns UHTybupaHe-
TO MOXe Ja cb3faje 3aTpygHeHUs nopagu Komou-
HauusaTa OT Marka, acMMeTPUYHa [ONHa YenHcCT,
OorpaHuyeHa MoABWKHOCT Ha LUMSITA U U3KPUBSBaHE
Ha TpaxesTa BCNeACTBME OT LiepBUKAINHO-TOpakan-
HaTa ckonvo3sa [10]. AcumeTpnyHOTO nuue TpsibBa
a ce nprvemMa kaTto CUrypHO yKasaHue 3a NoTeHuu-
anHy 3aTpyaHeHus npu obauLBaHeTo, KOeTo Harna-
ra roTOBHOCT 3@ TPaxeoCTOMUS.

B ponbnHeHWe kbM MO-4ecTO cpellaHuTe no-
nynpeLwneHn n HagIbXHO CLerneHn npeLunieHn ce
cpewiaT v pasnuyeH 6pot Apyru NpewneHHn man-
dopMauun. Te BKMOYBAT KpaHWANHO OKUMMUTaNM-
3auusa Ha atnaca v yabimkeH 3b06 Ha BTopusl npeLw-
neH, a KayganHo — nymbanusaums Ha MbpBUS Cak-
paneH npewneH [11]. N3kniounTenHo Yyecta Haxoa-
Ka ca gedekTu Ha HeBparnHaTta Tpbba B OcHoBaTa
Ha 4yepena Wnu B ropHaTta MoNloBUHA Ha LepBuKan-
HUS oTAen Ha rpbbHaka. Moxe ga ce Habnogasa
eHuedanouene unu muenouene [12].

YCTaHOBEHM ca CrnMBaHUS Ha pebpa, LWAHK
pebpa n HeegHakbB Bpoli pebpa OTNSABO U OTASCHO
nopaau AobaBbyHM unu nunceawm pebpa. B go-
MbfHEHWE Ha ToBa NpW HskoM GonHW MoraT da ce
cpellHaT LWNpeHrenoBa AdedopMauusi, nunceaiia
KnaBuKyna, nunca Ha CTEPHOKNENA0OMacTONaHUSA U
TpaneuoBuAHUS MYCKyr, KaTo Te3n aHoManuu [o-
MbIHUTENHO AOMNPUHACAT 3a AedopMUpPaHEeTo Ha
brbla Mexay rnaeaTta, WwusaTa u pamoTo [13].

ToYHUTE B3AMMOOTHOLLEHMST MeXay CUHAPOMa
Ha MongeHxap u cuHgpoma VATER (BepTebparnHu,
aHarHu, TpaxeoesodareanHu, paguanHi n 6uopey-
HY aHOManuu) 1 AUCNnasvsa Ha paguyca, Ce YTOYHs-
BaT. OnmcaHu ca naumeHTH, KOUTO MoKa3BaT BCUYKM
XapakTtepHu 4eptn Ha cuHgpoma VATER, a B CbLLUO-
TO BpEMe npuTexasaT OTMYUTENHUTE NMULUEBU, OY-
HV 1 YLWHW aHOManuu Ha cuHapoma Ha [ongenxap
[13]. Onncann ca CbLO NaAUMEHTU, MpUTEXaBaLLM
BCuYkM Benesn Ha cuHapoma Ha ongeHxap v B go-
MbfHEHVWE Ha TOBa — W pajavanHata Aucnnasws, v
raCTPOUHTECTMHANHUTE 1 CbpaedHnTe Mandopma-
unm Ha cuHgpoma VATER [12,13,14]. Taka moxe aa
ce YCTaHOBM, Ye NauMeHTV C eduH OT ABaTa CUHA-
pomMa nputexasat 6enesu n Ha gpyrus. HamepeHo
e, 4ye npu BGonHUTEe CcbC cuHapoma Ha [ongeHxap
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OHe3u feua, KOUTO MMaT M AUChnasusa Ha paguyca,
ca C Mo-Texku mandopmaumu, OTKOMKOTO TUMUYHO
OeTe C OKyro-aypukyrno-septebpanHa aucnnasus.
[MosicHTe UM npelneHn Yecto ca gedopmMmupanu,
BbB BbTPELLUHWTE UM OpraHu ce OTKpuMBa mu3obunue
OT CTPYKTYPHU AedekTn, a NpU HAKOM XPOMO3OMHM-
AT aHanu3 oTkpuea abepaumu.

Opyrn optonegnyHn mandopmalmu, cpeLlaHm
npu cuHgpoma Ha [ongeHxap, ca gedopmaunnte
Ha cTbnanarta, BpoAeHWTe Aucrokauum Ha Taso-
b6enpeHuTe cTaBu 1 nonuaaktunusita [15].

CbpoeyHuTe aHOManmuMu ca 4YecTo CpeLlaHu,
KaTo B MOBEYETO Criyyan ce Kacae 3a AedeKkT Ha
MexaykamepHaTa nperpaga wunu TeTpanorusi Ha
dano [16]. BenogpobHute Mmandopmaumm Kato
HenMbMHOTO NobynvpaHe M USNoCTHa XWMomnnasus
Ha gpoba, CbLo ca YeCTM U HEM3MEHHO Ce OTKPU-
BaT OT CbluaTta CTpaHa, OT KOATO € W NMUEBUAT
ancmopumsbm [17].

B 3aBucumocT OT u3criegoBaTtenckute cepuu
YyecTtoTata Ha nauuMeHTUTe ¢ YMCTBEHO M30CTaBaHe
cbLUo Bapupa mexay 10% un 25%. OT npakTtnyecka
rmegHa Toyka feuarta c eHuedanouene, C Texka
MUKpobTanMms unu ¢ Mandgopmaumm, KOUTo He ce
cpellaT TpaguLMOHHO Mpu cMHApoMa Ha [ongex-
Xap, ca CbC CWUMHO MOBULUEH PUCK OT YMCTBEHO
n3octaBaHe [18].

Mo gaHHn Ha Human Phenotype Ontology (HPO)
n Orphanet — EBponeiickata 6a3a gaHHM 3a penku
3abonsBaHus], YecToTata Ha Haw-4ecTUTe CMMMTOMMU
npu cnHgpoma Ha Goldenhar e cnegHaTa [19, 20]:

— AcumeTpusa Ha nuueTo — MHoro 4vecto (80-
99% oT cnyyanTe)

— CnyxoBo yBpexaaHe — MHOro yecto (80-99%
OT crnyyauTe)

— Xunonnasus Ha makcunarta — MHOro 4Yecto
(80-99% ot cnyyauTe)

— ManbKk cnneckaH HOC — MHoro 4ecto (80-
99% ot cnyyauTe)

— KoxeH wmapkep 3a npegpasnonoxeHve —
MHOro YecTo (80-99% oT cnyyauTe)

— AHOManus Ha BbTPELLHOTO YXO — 4eCTo cpe-
waH (30-79% ot cny4auTe)

— AHOpManHoCT Ha CPefHOTO YXO — YeCTo cpe-
waH (30-79% ot cny4aute)

— ATpesunsi Ha BBbHLUHUS CITyXOB KaHal — YecTo
cpelaH (30-79% ot cnyyauTe)

— brnokupaHe Ha npelunieHn — YecTo cpellaH
(30-79% ot cnyyauTe)

— Epibulbar dermoid — yecto cpewwaH (30-79%
OT crnyyauTe).

ETtnonorusita Ha cuHgpoma Ha lonpgeHxap oc-
TaBa HeusBecTHa [21]. Han-BeposiTHO ce kacae 3a
CbAOB WHUMAEHT NO BpemMe Ha BbTPeyTpobHOTO
pa3sutue. NpekbcBa ce KPbBOCHAbAABAHETO U ce
obpasyBaT cbcupeLn B obnactta Ha TbkaHuTe, OT

KOUTO MO-KbCHO LUe Ce Pa3BUAT yXOTO U MaHauby-
nata. lNopaxeHusaTa, HAHECEHN OT TakbB CbAOB WH-
UMOEHT, ce HamupaT B Mnpsika 3aBMCUMOCT KakTo OT
nepuoga Ha BbTPeyTpoOHOTO pa3BUTUE, B KOUTO TOM
HacTbnBa, Taka U OT NpomMsTUyaLlaTa CTeneH Ha Tb-
KaHHO 3acsiraHe. CUMHApPOMBLT Ha longeHxap He e
reHeTM4Ho obycrioBeH, MOBEYETO Cryvaun ca criopa-
OVYHW, @ PUCKLT YBPEAEH UHAMBUA Aa uMa yBpeae-
HO JeTe, e MuHUMarneH [22, 23]. Makap Hakora aa ce
e cmsTano, Ye 3abonsiBaHeTOo e U3LANo CrnopaguyHo
1 6e3 puck oT NOBTapsiHE, Cera ca U3BECTHU Cryyau
Ha paxgaHe Ha feua ¢ nogobHW, HO MO-NEKU aHo-
ManMu B CEMeNCcTBa CbC 3acerHatv feua, KoeTo
npegnonara Bb3MOXHO TFEHETUYHO y4yacTue [23].
Bbnpekn 4e MoBeYETO Crydan Ha OKyIo-aypuKyrio-
rpbbHayYeH CnekTbp ca cropaguyHu, cbobliaBa ce
3a aBTO30MHO-JOMVMHAHTHO W aBTO30MHO-peLie-
cuBHO yHacnegsasaHe. OcBeH ToBa B nutepatypaTa
ca onucaHu TpusoMus 7, 22 U Opyrn XPOMO3OMHM
aHoManuu, CBbp3aHu CbC cuHapoma Ha Goldenhar.

Mopaan 3abaBeHus1 pacTex M pas3BUTUE Ha 3a-
cerHatute obnacTtu, NocrneacTemsTa OT TO3WM CUHA-
poM CTaBaT BCe NO-ABHU C M3pacTBaHETO Ha AETETO.
Jluncata Ha pa3BuTME Ha JoNHaTa U ropHaTa YenocT
Morart Aa AoseaT 4O AUXaTenHW 3aTpyAHEHNS, KaKTo
1 00 3bOHN HapyLleHus], KouTo TpsibBa Aa ce Kopuru-
paT XMPYPrMyHO 1N OPTOAOHTCKM [14].

JIEYEHME

M3uckBa HamecaTa Ha OMUTHU XMPYP3WN U OpTO-
OOHTU. AkOo MaHaubByrnapHaTa Xunonnaswsi npuym-
HsIBa AMxaTernHu 3aTpygHeHUs, KopekumsTa Ha ye-
nocTHaTa gedopmauma Moxe Aa 3anodvHe olle oT
TpuroguwHa Bb3pacT [15]. YentocTHaTa peKkoHCT-
pyKUMsi ce u3BbpLUBa C npucagka ot pebpo nnm c
YCTPOWCTBO 3a yObikaBaHe Ha KocTTa. Hau-
noaxoAdaWmMAT Noaxod 3a PEKOHCTPYKUMSA Ha 4e-
nocTTa ce onpeaens oT xupypra n e cneuuduyeH
3a Bceku nauumeHT. AKO ce Hamnara, ce M3BbpLUBa
PEKOHCTPYKLUMSA Ha YXOTO (OBMKHOBEHO Ha 4eTupu
eTana), KOATO 3arnoysa KbM LlecTata roguHa [16].
Mpe3 uenus cu XuMBOT Te3u NauueHTn TpsAbea aa
NnoAaabpXaT NPOOBIMKUTENHO OPTOAOHTCKO Ieve-
Hue. KoraTo ce oueHsiBa JeTe C BpogeHa CKOnmosa,
€ 3a4b/KMTENeH BHUMaTENHUAT orneq Ha nuueTo,
ounte n ywute. [uarHosaTta cuHgpom Ha longex-
Xap M3UCKBa OLeHKa Ha uenusa rpboHadeH cTbno,
TbI KaTO BpOAEHUTE aHOManun Moxe fa ce HaMu-
paT U3BbH LWUMAHaTa 1 rpbaHaTa obnacr.
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MNMocmwbnun 3a neyam Ha 8 cenmemspu 2017 e.

O®DEPTU 3A PEKITAMHO YYACTUE B USOAHUATA HA LIMB:

1. OTnevyaTBaHe Ha MHOrOLIBETHA pekrnamMHa CTpaHuua:

Ha kopuua — 720 nB.;
e B KHWKHOTO Tsno — 600 n..

2. OTnevyaTtBaHe Ha 4YepHOo-bana peknamMa u/unm TekcTt 3a 1 ctpaHuua — 150 nB.

3. PasnpocTtpaHeHune Ha rotoBa BroXka cbc cnucanune — 1.20 ne./Gpoi.

lpu omneyameaHe Ha nogevye om edHa peknama ce npassm omcmbriKu o 0o2oeapsiHe.

[lo xenaHue Ha peknamodamersnsi MHO20U8emHuUme peknamu mozam 0a 6bv0am npudpyxeHu
om 6e3nnamHo omnedyameaHe Ha 1 cmpaHuya mekcm cred cbanacysaHe Ha CbObpPXaHUemo My ¢

pedkonieausma.

Bceku peKnaMOOamen riosiy4aea KHUXXKU om criucaHuemo.




