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Peztome. CuHgpom Tpuuepa KonnvHla — BPOXKOAEHHOE HapyLUeHVEe Pa3BUTUA YePENHO-NMLIEBON 06MacTu, CBs-
3aHHOe C aHOManveln AnddepeHLMPOBKY NEPBOW 1 BTOPOW MTOTOUHbIX Ayr. [laHHbI CUHAPOM ABIAETCA peaKon
naTtosioruei, YactoTa ero Bctpevyaemoct — 1 Ha 50 000 criyyaeB XMBOPOXKAEHHbIX, HO HaM MPeACTaBUIach BO3-
MOXHOCTb HabJloAATb MALMEHTa C faHHbIM CUHAPOMOM Ha 6a3e CaHKT-leTepbyprckoro foma pebeHka. Llese.
MpoBecTy aHanu3 nuTepaTypbl, NPEACTaBUTb ONMCaHWe cuHApoMa Tpuuepa KonnmH3a 1 pa3obpaTb KiMHMYe-
CKUI cnyyaid y naumeHTa, Haxogdauleroca nog HabnogeHem B fome pebeHka (CaHkT-MeTepbypr). Mamepuarei
U MemoObl. MeXayHapoAaHble 1 OTeYECTBEHHbIE HAayUHble My6nvKaumy, pa3bop KIMHUYECKMX CllyYyaeB B nnUTe-
paType, MeaunUrHCKasa OKYMEHTALMA foMa pebeHKa. Pe3ysismamel. B Haluell ctaTbe Mbl JaeéM OLIEHKY CTEMEHM
BbIPaXKEHHOCTV BPOXAEHHbIX MOPOKOB Pa3BUTUSA Y NMaLMeHTa AOMa pebeHKa 1 fenaeM 3aK/ilyeHre Mo noBoay
XapaKTePHOCTM TAXKECTM ero COCTOAHUA AnAa cuHgpoma Tpuyepa KonnuHsa.

Knioyeeole cnoea: cuHopom Tpuuepa Konnuxza; CTK; cuHOpom OpaHyeckemmu,; HUXHeYelloCmHo-/1uyesol 0us-
ocmos.
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Abstract. Treacher Collins syndrome is a congenital developmental disorder of the craniofacial region associated
with an anomaly in the differentiation of the first and second pharyngeal arches. This syndrome is a rare pathology,
its frequency of occurrenceis 1 per 50,000 cases of live births, but we had the opportunity to observe a patient with
this syndrome on the basis of the St. Petersburg Orphanage. Aim. To analyze the literature, present a description
of the Treacher Collins syndrome and analyze a clinical case in a patient under observation in a children’s home
(St. Petersburg). Materials and methods. International and domestic scientific publications, analysis of clinical
cases in the literature, medical documentation of the orphanage. Results. In our article, we assess the severity
of congenital malformations in a patient at the orphanage, and give a conclusion about the specificity of the
severity of his condition for Treacher Collins syndrome.
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BBEOEHUE

Cungpom Tpuuepa KonnnHza (CTK, cuHgpom OpaHue-
CKeTTV U HUPKHEYENOCTHO-NINLIEBO AN30CTO3) — BPOXK-
[eHHOe HapyLLeHVie pa3BUTWA YepenHo-N1LeBor obnactu.
MprnunHa cnHgpoMa — aHomanua AnddpepeHLMpPOBKN
nepBOM 1 BTOPOW MIOTOYHbIX Ay, NPONCXOAALLAA BO Bpe-
MA BHYTpUyTpoOHOro pa3suTua nnoga [1, 2]. 3abonesaHne
XapaKTepur3yeTca ABYCTOPOHHEN CUMMETPUYHON OTOHK-
HeuenCTHONM Aucnnasven 6e3 aHoManuii KOHeYHOCTEN 1
NpYBOANT K pAgy AedeKToB ronosb 1 wewn [1].

SNUaEMMonorma

3aboneBaemoctb cvHgpomom Tpuuepa KonnmHza
OLleHMBAETCA pPasHbIMM MCCnefoBaTensaMn B Auana-
30He oT 1 Ha 25 000 go 1 Ha 70 000 »X1MBOPOXKOEHHbIX
(yale Bcero ykasbiBaeTca Kak 1 Ha 50 000) [1-3].

LENb UCCNEAOBAHMUA

MpoBecTn aHanu3 nuTepaTypsbl, NPeacTaBUTb Onu-
caHve cnHpgpomMa Tpuuepa KonnvH3a n pa3obpatb
KINUHWYECKUI clyvyai y nauueHTa, Haxoaauleroca nog
HabnogeHnem B fome pebeHka (CaHKT-leTepbypr).

MATEPUAJbI U METObI

MexayHapoAHble 1 OTeyecTBEHHbIE HayuHble My-
6nvkauun, pasdbop KNMHUYECKMX CllyYaeB B MTepary-
pe, MeAnLMHCKas [OKYMeHTaLMA fJoMa pebeHKa.

OBCYXXAEHWE N PE3YJIbTATDI

CnHgpom Tpuyepa KonnnmH3a mmeeT ayTOCOMHO-
LOMUHAHTHBIN W, pexe, ayTOCOMHO-PeLeCCUBHbIN Xa-
pakTep HacnefoBaHUA, HO, HECMOTPA Ha HeKoTopble
XOpOLWO V3BECTHble CeMEWHbIe Cflyyan, B OGOJbLINH-
CTBe CBOEM (aBTOpbl 0TMeyvatoT 60% v 6onee) myTaLus
HOCUT CNOpPagMYecKnin xapakrep [4-6].

CTK reHeTMyeckn n ¢$eHOTMMUYECKM HEeOoAHOpOo-
LeH. ABTOpbI NO MyTaL My ONpefeneHHoro reHa Bbige-
NAT OT Tpex Ao yetbipex Tunos CTK.

1) 1-ro Tuna — myTauua reHa TCOFT;

2) 2-ro Tuna — myTauuA reHa POLRID;

3) 3-ro tuna — myTauma reHa POLRIC;

4) 4-ro TMna — myTauwmsa reHa POLRIB.

o 93% Bcex cnyyaeB cmHapoma Tpuuepa KonnuH-
3a — 310 cnHapom 1-ro Tuna. CTK 1-ro Tmna cBA3aH ¢
MyTaumamn reHa TCOFT, KOTOPbIN PacnoNoXeH B cer-
MeHTe 5932-933.1 [1, 2, 5, 7, 8]. Tun HacnegoBaHnA —
ayTOCOMHO-AOMUHAHTHbIN € 90% NeHeTPaHTHOCTbIO U
nepemMeHHOW SKCMPeCCUBHOCTLIO, BKOYAA NaLNEHTOB
B npefenax ogHom cembu. M3BecTHbl HabnogeHna fe-
Tel C BbIPaXXEHHbIMU KNUHUNYECKMU MPOABAEHNAMM
CMHAPOMA B OHOW CeMbe, TOrAa Kak y OAHOro 13 po-
auTenen 6bina o6Hapy»KeHa Ta e MyTauusa 6e3 Bbipa-
YKEHHbIX KIMHNYECKMX NPOosABNeHnI 6onesHu [1, 4].

2-1 Tun cuHppoma Tpuuepa KonnunHsa Bbi3BaH my-
Tauuen reHa POLR1D Ha xpomocome 13q12; 3-n Tn —
myTauunen reHa POLR1C Ha xpomocome 6p21 [1, 6, 71.
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MepBble 3 TvNa cuHapoma Tpuuepa KonnumHsa oT-
MeuUalTCA aBTOpamMun CTaTei, a aBTopbl B bonee cBe-
Xnx nyénukaumax soigenatoT 4-n Tun CTK Ha ocHoBa-
HUN HefjaBHO MAEHTUPUUMPOBAHHON MyTaLMK reHa
POLR1B [2].

Mo MHeHMIO aBTOPOB Mcceayembix Ny6nukaumnin,
OTCYTCTBYeT KOppenaumna Mexay KnMH1n4YeCcKmMmMm oco-
6eHHOCTAMM NaLMeHTOB 1 FTeHOM, B KOTOPOM Mpouc-
X04AT MyTauum, NO3TOMY Knaccudpukauma cMHapoma
Nno TUMY NOPaxeHHOM XPOMOCOMbI ycnoBHa [3, 9, 11].

ABTOpbI OTMEYaIoT TaKKe OGOMbLUYD JOM0 BHYTPU-
cemelnHon GeHOTMMMYECKON N3MEHUYMBOCTY AAHHOIO
cMHApoMa. Hanpumep, B OGHOM M3 CEMENHbIX ClyYaeB
npob6aHg cTpagan TAXKeNbiIMU YepenHo-NnLEeBbIMA fe-
bopmauusMmM 1 KOHOYKTVBHOW TYrOyXOCTbio, B TO Bpe-
Ms KaK MaTb nNpobaHga 6bi1a HocuTenem Toro e Bapu-
aHTa MyTaLuuM reHa, HoO Umena nerkue nopaxeHusa [8].

KJINHUYECKUE NPOABNEHUA

CnHpgpom Tpuruepa KonnmH3a — cocTosHuMe C Bbl-
COKOM GEHOTUMNYECKON W3MEHUYMBOCTbIO Kak Mpwu
BHYTPUCEMENHbIX CNyyasaX, Tak 1 Npu Cropagnyeckn
BO3HMKAOLMX.

Y niogen ¢ CTK oTmeyaeTca xapaKTepHbI N1LeBon
An3mMopodun3M C ABYCTOPOHHEN CMMMETPUYHONW FUMo-
nnasmen CKynoBbIx KocTten (95% cnyyaeB) 1 runonna-
31A HMXKHen ventoctn (78% cnyyaes), YTO NpuBOAUT
K MUKPOFHaTUWN 1 aHOManuAM NpuKyca.

Yacto oTmMeuaeTca aHOManMA Hapy»KHOro yxa, Ha-
npruMep MUKPOTUA WK aHOTUA, aTpe3nsa Hapy»KHOro
C/lyXOBOro NpoxofAa 1 aHOManum PasBUTUA CITYXOBbIX
KocTouek (60% cny4yaeB), UTO Bbi3blBaeT KOHAYKTUB-
HYl0 Tyroyxoctb [7, 9, 10].

Hepepnko BcTpeuaeTca runonnasuaA rOTKK, 4TO,
B CBOI oyepefb, MOXEeT CNocobCcTBOBATb Npobsiemam
C KopMneHvem n/nnu 3aTpygHEHHOMY [bIXaHMIO.

OnuncaHa aTpe3ua xoaH, konoboma Bek (69% cny-
yaeB), COMPOBOXAAKLAACA OTCYTCTBUEM pPeCcHUL,.
K 0CO6eHHOCTAM OTHOCATCA CJIOXHble HapyLleHus B
CTPOEHNN BUCOYHO-HWKHEYENIOCTHOrO CyCTaBa, UTo
NPVBOANT K OFPaHNYEHHON BO3MOXHOCTU OTKPbITUA
pTa pasnnyHonm cteneHu Taxectu [1, 71.

Y nogen ¢ CTK moxeT pa3BuUTbCA noTepa ciyxa
n3-3a TOrO, YTO 3BYKOBbI€ BOJIHbl HE MPOXOAAT yepes
cpepHee yxo (KOHAYKTMBHaA TYroyxocTb, 77% cnyua-
eB). HapyHoe yxo MoXeT 6blTb CMATbIM UK NOBep-
HYTbIM, @ BHYTPEHHee yxo 06blUHO He nopaxaeTcs [1].

TaxecTb gedopmaLlmii He yBENMUMBAETCA C BO3-
pactom [2, 8]. CuHOPOM He ABNAETCA NPOrpeccupyto-
WM 3aboneBaHneMm.

YMCTBEHHaA OTCTanoCTb BCTpeyvaeTca y 5% nioaen
c CTK [1]. Y 60% peTen oTMe4yaeTcs Mjioxoe KayecTBo
peun, BO3HMKaloWee B pe3ynbTaTe HapyleHua Ciy-
xa[11,12].

B pesynbTaTe BbilenepeyncsieHHOro, Mbl MOXeM
coenatb NpPefnonoXeHne O TOM, YTO BEPOATHOCTb

PRACTICAL NOTES
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Pa3BUTKSA YMCTBEHHOWN OTCTANOCTN KOppenupyeT ¢ na-
TOJOrVEN CNYXOBOrO arnapara, YTo 3aTpyAHSAEeT pas-
BUTUE aKTVBHOWN peun 1 BegeT K npobiemam C 0CBO-
€HMeM Nporpammbl 06yUeHUs.

KINTUHUYECKUIA CZTYYA

MauneHT @.,08.09.2022 r. (9 mecsaueB), HAXOAUTCA B
foMe pebeHKa ¢ 6 mecAueB 12 gHel. M3 aHamHe3a Ku3-
HW U3BECTHO, YTO GEPEMEHHOCTb MaTepu npoTeKkana
Ha QoHe: OXXMPEHUA 2-I CTEMEHU, TMNEePTOHMNYECKON
6onesHn 2-i CTeneHun, BapMKO3HOWM BONE3HN HUMKHUX
KOHEYHOCTEeWN, BarvHUTa, recTauMoHHOro CaxapHoro
AvabeTa, NpesKnamncumn, XpOHNYECKOM NOYEYHON He-
JOCTaTOYHOCTK, pyOua Ha MaTke. Poabl nmpexaeBpe-
MeHHble, onepaTmnBHble, Ha Cpoke rectauyun 33 3/7 He-
penn. MNpu poxgeHnn macca tena 1130 r, annHa Tena
37 cm. Mo wkane Anrap 4/6/7 6annos.

C MOMeHTa poXAeHUA TAXenoe COCToAHUe 3a cyeT
AblXaTeNbHON  HEeAOCTAaTOYHOCTW, HEeAOoCTaTOUYHOCTU
KpoBOOOpaLleHNsa, He3penocTy, BHYTPUAMHUOTUYE-
CKOWN MHbeKLMK, 3afepXKKN BHYTPUYTPOOHOro pa3Bu-
TMA. B pogunbHom 3ane 6bin nHTY6MpoBaH. C nepBbix
OHe XN3HW [0 6 MecsALeB NoyYan aHTUOMOTUKN (B TOM
yncne u3 rpynnbl pesepsa), UHraNALUNOHHbIE TIHOKO-
KOPTMKOCTEPOVADI, HAXOAMNCA Ha UCKYCCTBEHHOW BEH-
TUNALMMW Nerkux, Obinm remotpaHcdy3mm B CBA3U C pery-
NAPHO BO3HMKaBLWMMU NHeKLMAMN. B 2 Mecala Xn3HK
BbIMOSIHEHA TpaxeocTomuA. B 5 mecAueB BbIMNOSHEHA
UYpecKoXXHas dHAOCKOMMYECKan racTpoCTOMUS.

AHamHe3s 3a6onesarus. Mpn poxaeHun GpeHoTun
Nno3BoNUA 3anofo3putb cMHAapom Tpuuepa Konnuk-
33, T.K. OblIM BbIABNEHbI MHOXECTBEHHbIE BPOXKAEH-
Hble nopoku passuTtua (BMP): Hegopa3BuTMe CKyno-
BbIX KOCTEN, NTO3 BEPXHUX U HUXKHUX BEK, aHOMaNbHO
pa3BUTble HU3KO PACMONOXEHHbIE YLIHbIE PAKOBUHBI,
Nnockasi HOCOBas KOCTb, roTuyeckoe HE6O, HemonHas
paclenrHa BepxHel 4eCHbl, MUKPOrHaThA, PETPOrHa-
TWA, TOCCONTOo3. BnocneacTemm NpeanonoXXnTenbHbIN
anarHos CTK nogTeepannca nabopaTtopHo.

Y naumeHTa oTMeuaTca cegytoLirie BpoXKAeHHble
NMOPOKM Pas3BUTUA (C NPVBELEHNEM YACTOTbl UX BCTPe-
YaemocTu B pamkax CTK):

1) runonnasusa KocTel NMLEeBON YacTu yepena, B
TOM uucne: Helopa3BUTME CKYJIOBbIX KOCTEN,
njockasa HOCoBas KOCTb, CTEHO3 CJ/Ie3HO-HOCO-
Boro kaHana OU, runonnasua HUXXHEeN YenocTu,
MUKPOrHaTuA, peTporHaTua, rmocconTos, rotu-
yeckoe HEOO (B UCTOYHMKAX AaHHbIE CUMMNTOMbI
OnKcaHbl Kak OYeHb YacTo BCTpeYaemble, NxX pe-
rmcTpupyioT B 91-97% cnyuvaes);

2) BIP opraHa 3peHua, B Tom uncne: OU — 6ne-
dapodrmos, runeptenopusm, ABYCTOPOHHAA
MUKPOTUA 3-I cTeneHn (B MCTOYHUKAX peru-
cTpupytoTca B 77% cnyyaes);

3) BIP opraHa cnyxa, B TOM 4ucne: aHOMasbHO
pa3BUTble HM3KO PaCMONIOKEHHbIE YLIHblE pa-
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KOBUHbI (B MICTOUYHUKAX pernctpupyotca B 60%
cnyuvaes).

[aHHbIN NaLMeHT TakXe NMeeT CUMNTOMbI, Knaccu-
drumpyemble Kak pefKko BcTpeyaemble B pamkax CTK:

+ aTpe3nA x0aH C ABYX CTOPOH (0o 25% cnyyaes);

+ YacTM4yHaA paclienvHa TBepAoro M nonHad —

MsArkoro Héba (8o 33% cnyyaes).

lNpoBepeHHble emy onepauuu (racTpocToMmnA U
TPaxeoCcToMMA) B U3YUYEHHbIX MCTOYHMKAX TaKKe Knac-
cdUMPYIOTCA KaK peko BCTpeyaemble:

+ ractpoctomua (0o 28% cnyyaes);

+ Tpaxeoctomus (8o 18% cnyvaes).

BbllwenepeuncneHHoe no3sonAeT CAenatb BbIBOA
O TOM, UYTO B 6OMbLIMHCTBE C/lyyaeB nauymweHTbl ¢ CTK
UMEIT MeHee BblpaXKeHHble GeHOTUNNYECKNE NPOsB-
NeHnsA, YeM NPUBEAEHHbIN KIMHUYECKNIA Cy4Yal.

Manburk Ha MOMEHT pOXJeHuA ABAANCA ry6oKo
HeJOHOLIEHHbIM, HO M3y4YyeHne NCTOYHUKOB MO3BONA-
eT caenaTb 3aK/loYeHne 0 TOM, YTO Takasa CUTyaLms BO
MHOIOM ABNAeTCA pegKkon. B nsyuyeHHon Hamu nutepa-
Type NuLb OAWH KINHUYECKUI CnyYall UMen yKasaHue
Ha npexaeBpeMeHHoe pofopaspelleHne (B Cpoke
37 Hepenb rectayum), B 60NbWIMHCTBE CllyYaeB pofbl
CpOuYHble, camocToATenbHble [6, 10].

Ha pgaHHbI MOMEHT y pebeHka OTMeyaeTca 3a-
oepxka ¢ur3nyeckoro pasBuTUA, KOTOpOE OLEeHU-
BAaeTCA LEHTWIbHbIM METOAOM Kak OYeHb HU3Koe, C
OTCTaBaHMEM pOCTa M Maccbl Tena (COOTBETCTBYIOT
6-MecAYHOMY BO3pacTy). lednunTta Macchbl Tena HeT.

3AKJIIOMEHUE

Y pebeHKa MMeKTCA 4YacTo BCTpevYaemble BPOX-
JeHHble MOPOKM pa3BUTKA, XapakTepHble gna CTK:
rmnonsasma Kocten nuueBon vactn vyepena, BIP op-
raHa 3penwus, BINP oprana cnyxa, 4To nepBoHayanbHO
1 no3sonuno GpeHoTUNMYECKN 3anofo3puUTb JaHHbIN
CYHAPOM, BMOCNEACTBAN NOATBEPAMBLLMACA Nabopa-
TOpPHO.

BmecTe ¢ Tem y faHHOro nauveHTa nmeroTCa pea-
KO BCTpeuaemble BIP: aTpe3na xoaH C ABYX CTOPOH,
YyacTM4yHaa pacliennHa TBEPAOro 1 NonHaa — MArKo-
ro Hé6a. bb npoBefeHbl onepaLun: TpaxeocToMma
M racTpocTomMuA (KOTopble TakXKe ABNAITCA pefKnumm
ANA 0AHHOTO CUHZPOMa).

MpuyrHaMy He[OHOLIEHHOCTK, 3aflePXKN dusnve-
CKOro pa3BuUTUA, B LieNloM Hbosiee TAKeNoro COCTOAHMA
Halero nayneHTa OTHOCUTENbHO APYruX KIWHUYe-
ckmx cnyyvaes CTK, nocnyxuna natonorva 6epemeHHo-
CTV maTepu (pybeL Ha MaTKe, XpOHUYecKas nHbekuus,
npesknamncus, rmnepToHmnyeckan 6onesHb 2-ii ctene-
HU, OXKNPeHMe 2-11 CTeneHu, reCTalOHHbIA CaxapHbIN
AvabeT), npuBefwas K MPeXAeBPEMEHHbIM ornepa-
TUBHBbIM pofaM, a TakKe BHYTPUYTPOOHas nHdeKLms,
OCNOXHKBLUAA COCTOAHME MNaLuMeHTa U npuBefwas K
BOMIHOOOPA3HO TeKyLlemMy UHPEKLMOHHOMY npoLeccy
CPOKOM [10 6 MeCALEB ero »KMU3HW.

3AMETKU U3 NMPAKTUKN
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Ona cuHgpoma Tpuuepa KonnuH3a xapakTepHbl
MHOXeCTBEHHble BPOXKAEHHblE MOPOKM pPa3BUTMA
nuueBon 4actm uepena. [lepepaya cuHppoma —
Mo ayTOCOMHO-AOMWUHAHTHOMY TUMY, XapaKTepusyeTtca
COXPaHHbIM UHTENSIEKTOM.

B npuBegeHHOM HaMu KNUHWYECKOM Ciy4vae y pe-
6eHKa OTMeyvaloTCcA MHoXKecTBeHHble BIP, xapakTep-
Hble ana CTK, HO TAXeCTb COCTOAHUA pebeHKa 0byc-
NOBNIEHAa HEe[OHOLWEHHOCTbI0 33 3/7 Hepenu, yto He
ABNAETCA XapaKTepHbIM 411 ONUCbIBAEMOro CUHAPOMA.

B cBasn c tem, uto CTK — He nporpeccupyiollee 3a-
6oneBaHve, 4YacTo Y NaLMEHTOB COXPaHEH VHTENNEKT,
nosTomy y pebeHka ecTb OTHOCUTESIbHO GnaronpusaT-
HbI KNVHUYECKUIA MPOrHO3 BefeHusl 3aboneBaHusa 1
YLOBNETBOPUTENbHBIN PeabunnTaLMOHHbIA NOTEHLUN-
an nNpu MCNONb30BaHMM COBPEMEHHbIX MeAnKameH-
TO3HbIX U XUPYPrUYECKNX METOLOB NeYeHNs, a TaKxKe
METOJOB abunuTaunn n peabunuTaunmn geTein.

OONOJIHUTENbHAA UHOOPMALINA

Bknap aBTOpOB. BCce aBTOPbI BHEC/M CyLIeCTBEH-
HbIll BKNag B pa3paboTKy KOHLenumm, npoBefeHne nc-
ClefoBaHVA 1 MOATOTOBKY CTaTby, MPOUNY 1 ofobpu-
nn GrHanbHy BepCrio Nepes nybnukayunen.

KoHdnukr uHTepecoB. ABTOpbl JeKnapupytoT
OTCYTCTBME ABHbIX W MOTEHUMaNnbHbIX KOHOINKTOB
WHTEPeCoB, CBA3aHHbIX C Nybnukauuen HacToALlen
cTaTbu.

UcTtouHnk ¢duHaHcupoBaHUA. ABTOPbI 3aABAAIOT
06 OTCYTCTBMY BHelHero GrHaHCMPOBaHWA Npu Npo-
BeAeHNN NccnefoBaHunA.

NHdopmmpoBaHHOe cornacue Ha ny6nukayuio.
ABTOpPbI MOAYUMIN NMUCbMEHHOE COorflacue nauueHToB
Ha Ny6nMKauunio MegNLNHCKNX faHHbIX.
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