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OPO-OALIO-ANTITA/IbBHUUA CUHAPOM | TUMY
(K/NIHIYHUH BUNAZIOK)

*TopaeHko O.M., /lenueHko A.B., **Powko LI, Aukoecvka A.O.
*[IBH3 «Yaczopodcbkull HayioHAAbHUU yHigepcumemy, medu4Hull pakysbmem, kagpedpa

dumsi4ux xeopo6;

**Vaceopodcbka micbka dumsiua KAIHIMHA AIKAPHS, M. Yoc20pod

Beryn

Opo-danio-auriTaibHUNA CUHAPOM BiJHO-
CUTbCA 10 TPYIMU CHNAJKOBHUX 3aXBOPIOBaHb, 1110
NPOSIBASAIOTHCS MHOXXUHHUMM BPO/KEHUMU Ba-
JlaMU pO3BUTKY (SIK paBUJI0, 06/1MYYsl i Ta/bIiB)
[2, 4, 5, 7, 10]. Ha cyyacHOMy eTani BUIINAIOTh
14 reHeTUYHUX BapiaHTiB opo-daljio-guUriTaab-
HOro cuHzapoMy. CHiJIbHUM € HadgBHICTb pi3HO-
MaHITHUX aHOMaJill MOPOXXHUHU POTa, 06JIUIUS
i manb1iB, OAHAK Y KOXKHOTO CUHAPOMY € CHEeLU-
¢iuHul peHoTUN abo TUN CIafKyBaHHA [5].

Opo-danio-auritanpHuid cugpoM | Tumy
(O®/11) Buepuie onucanui B 1954 poui M. Pa-
pillon-Leage i J. Psaume; yacto BifomMu# i mip
iHMMMU Ha3BaMu: «cuHApoM IlamiiioH-Jleax-
[Icoma», «A3uKOBO-JMIeBa Auciaasiga Groby»,
«POTO-JIMIeBUH i MaJbIleBUNA U30CTO3». 3Tij-
HO 3 JiTepaTypHUMM JAaHUMH, NOMNyJasliliHA
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Puc. 1. YcnadkysaHnus X-3uenaeHoi domiHyrouoi
mymayii 8id mamepi.

yactoTa Moro Bapitoe Big 1:250000 g0 1:50000
[2, 4, 7].

ETiosioria JgaHoOro CcHUHApPOMY HeBijoMa.
CUHJpOM Ma€ CnajKoBUH i yacTo ciMmelHU# xa-
pakKTep, TUN ycnaJKyBaHHA — X-34eNJeHuH, f0-
MiHaHTHUH [2, 4]. OAHaK, caifl Bii3HAYUTH, 110
JlesiKi aBTOpU Y CBOIX A0CJiI)KEHHSAX BKa3ylOTh
Ha HeoOTsXKeHUM ciMelHUNW aHaMHe3 y 75%
oci6 3 opo-dario-auriTaJbHUM CUHAPOMOM I
Tuny [7].

Opo-danio-auritanbHui cuHApoM | Tumy
06yMoBJieHUH MyTalisMu B reHi OFD1, axkuii Bi-
Jlirpa€ BaXKJIMBY POJib B pAHHbOMY PO3BUTKY 6a-
raThboOX YacCTHH TiJIa, BKJIIOYalO4Yd MO30K, 00JINY-
ysl, KiHIIiBKHM i HUPKU [1, 9]. 3asexkHOo Bij TOrO,
XTO € HOCIEM MyTOBaHOTO reHy (MaTH 4 6aThKO)
X-34elnJieHe AOMiHAaHTHE yCNaJKyBaHHSA MpaLlo€
no-pisHomy (puc. 1, 2) [6].
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Puc. 2. YcnadkysanHus X-3uenseHoi domiHyouoi
Mmymayii 8id 6amuka.



I3 pucynky 1 BUIIMBaE, 110 KiHKa 3 OpoO-
danio-aguritanbHUM cuHApoMoM | Tuny 3 imo-
BipHicTI0 50% MOXe HapoJUTH JJOHbKY UM CMHA
3 JJAaHUM CUH/POMOM, TOAI K Y 4OJIOBiKa CUHHU
O6yayTb 3/l0pOBi, a BCi JOUYKU yCNAJKyIOTb My-
ToBaHUM reH (puc. 2). [Ipote niTepaTypHi AaHi
CBigyaTh, 1[0 Makke Bci oco6u 3 OD/I1 € xkiHO-
yoi cTaTi, B TOH 4Yac 9K 0coO6u 4oJioBiyoi cTaTi
THUHYTb BHYTPilIHbOYTpo6HO. CHiBBiJHOIIEHHSA
crateit - Y/XK=0/1[2, 4, 7].

Kininiuni nposiBu opo-dauio-guriTaabHoro
cuHgpomy | Tuny:

® aHoMaJlii MOPOXXHUHU pOTa - rinepTpodis
BY3/le4oK ry6, si3uka (100%), ujo aexoau
CIIpUSE YTBOPEHHIO CepeJJMHHOI Iepe-
rOpoJiKM pOTa; HEpPYXOMHUH S3UK, aH-
kinorJocia (30%); MHOXXUHHI By3Je4yKd
s13MKa, 110 0OYMOBJIIOE MOAIM Horo Ha
nodi (100%); ckaagyacTUil BUT/ISAA, SI3U-
Ka; aHOMaJlil aJIbBeOJIAPHUX BiJPOCTKIB
BepxHbOi (90%) i HMxHBOI (60%) Wenern;
a”HoMautil M’'sikoro nigHe6iHHA (o Ha a6o
JeKiJlbKa OBaJIbHUX PO3ILIJIMH Ppi3HUX
po3MipiB);

e aHowMauiii 3y6iB (50%) - BifcyTHICTb uH ri-
NoIJIasis eMaJi 3y6iB, BiZICyTHICTb BEpPXHIX
pi3LiB, MHOXXHUHHE YpaKeHHH KapiecoM;

e aHoMasii 06/MYYs - acCUMETPUYHE 00-
JIU44sl; TyOUM KOPOTKi i cksagyacti de-
pe3 4YMC/IeHHI 3MOpIIKY, L0 3a3BHYaAH
3'ABJAIOTLCA 4epe3 TrinepTpodoBaHy
By3/ledKy TIybH; IICeBLOpO3IleNseHHs
BepxHboi ryou (40%); NpUNIIOCHYTHH
Hic 3 mupokuM nepeHiccam (95%) i ri-
NoNJIa3i€l0 KpWJ; rinepresopusM abo
TIJIBKY IICeBAOTINepTe/JIOPU3M; eliKaHT;
TeJIEKaHT; LIBUAKO 3HUKal4i Mijia Ha 06-
Jn44i Ta BymHuX pakoBuHax (100%); ri-
noTIa3is CKyJIoBUX KicTok (75%), piare
MiKpOTrHaTifd Y TIJIbKU peTPOrHaTU3M;

e anoMmauii manbuiB (90%) - moJi-, cUH-,
6paxi-, KJWHO-, KaMNTOJAKTHWJis; acu-
MeTpUYHe YKOPOUYEHHS NaJbliB; MOCTaK-
ciaJibHa MOJIIZAKTHUJIA CTOI;, MOXJIMBUH
OCTeOoIopo3;

e vy 50% opo-danio-auriTajibHUN CUHAPOM
[ Ty MoXe CynpoBOJKYyBaTHCb IOJIi-
KiCTO30M HUPOK;

® OIMCaHi TAKOX Ba/iu PO3BUTKY F0OJIOBHOTO
MO3Ky - Mikpouedanisi, Mmikporipis, are-
He3isI MO30JIMCTOrO TiJja;

e iHIIli, HEMOCTIi¥HI, CHMITOMH — 3aTPUMKa
ncuxiyHoro po3BuTKy (50%); eminencis
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(Bkpalt pifgko); cmacTUYHUR mapadiy,
30KpeMa HIDKHIX KiHIIIBOK; cyxe, rpybe
BoJioccs (65%), MOXJIMBI BOTHULIA aJlo-
nenii; novikinogepwmis [1, 2, 3, 4, 7, 8, 10].

JiarHocTtuka opo-danio-AUriTaJbHOr0 CUH-
Jpomy | Tuny 6a3yeTbcsi Ha OCHOBI KJiHiKO-TIa-
pPakKJIiHIYHUX JaHUX. MiHIMaJIbHUMU [iarHOCTHY-
HHMMH O3HAKaMHU € 0JIbYATICTh A3UKa, MHOXKHUHHI
rinepn/iazoBaHi By3/le4KH A3MKa, pO3IlelJeHHA
ry6ou i mifHe6iHHS, rinomn/aasis KpU/a HoOca, acu-
MeTpUYHE YKOPOUYEeHHs najbliiB [2]. B 6inbocTi
Bumnazakax O®/l1 giarHocTyeThCcs Bifipasy micis
HapOJ/PKeHHA Ha OCHOBI OpaJIbHUX, JIMLEBUX I
naJsblieBUX aHOMaJlil, oJlHaK iHO/li 3aXBOpPIOBaH-
HA MATBepPKYEThCA JIMILE Mic/aA BUABJIEHHA 110-
JIiKiCTO3HOT'0 ypa*keHHsI HUPOK B 6i/ibIlI cTapIio-
My (i HaBiTB flopocaomy) Bili [7]. XapakTepHoto
€ i peHTreHoJsioriuna KapTuHa — Ki$po3 0CHOBU
Yyepera 3 0p3aJbHUM I KayJaJIbHUM 3MillleHHAM
YyepenHUx fAMOK; HepiBHOMipHe IMOTOBILEHHA i
YKOpPOYeHHSI KOPOTKUX TPybO4YacTUX KiCTOK; KO-
MipyacTi 30HU NPOCBiT/IeHHd B Aiadizax i emidi-
3ax; CUHJAKTUJIiS, KJIWHOLAKTHIIIA, KaMITOAAK-
THWJiA i/a60 nosigakTuis 3, 4].

Yepes BeJIMKYy reHETUYHY HEeOLHOPIJHICTh,
IO COOCTepiraeTbcs npu opo-danio-aAuriTanb-
HUX CUHJApPOMAX, AJiA NMiATBep>KeHHA [JiarHo3y
PEKOMEeHYETHCA NIPOBECTH MOJIEKY/ISIPHO-TeHe-
Th4He TectyBaHHA OFD1. /liarHo3 BCcTaHOBJIIO-
€TbCA ieHTHUQIKAIli€I0 reTepO3UT0THOTO MaTo-
reHHoro BapiaHTa B OFD1 3a fonomorow MoJe-
KyJIIpHO-FeHEeTUYHOro TeCTyBaHHA [7].

JAudepennianbHuil AiarHo3 c/1iJ IpOBOJAUTHU
3 IHIIMMHU pOTO-JHLe-NaJbLEeBUMHA CUHJpPOMa-
MH, KIiCTO3HOI0 XBOPOOOI HUPOK i CUHJAPOMOM
Mekkens-I'py6epa (Manbdopmanis LHHC - eHie-
dasouene, nepebpasbHa i MO304KOBa rinonJa-
3i4; MOJIIKICTO3 YH TinoInJiasiga HUPOK; MoJifak-
THUJIiSl; MOXKJIMBE PO3leNJieHHs TI'y6 i nigHe6iH-
He, Mikpouedasnis, MikpodTanbmisa, AucnIazis
CiTKiBKH, KO0JI060Ma, KaTapakTa i JucreHesis
poriBku) [2, 7].

ETiosioriune jiikyBaHHs opo-dalio-AuriTanb-
Horo cuHzapomy | tuny BiacyTHe. [ kopekuil
JlesIKUX aHOMaJlill ToKa3aHe XipypriyHe JiiKyBaH-
Hf - MepeciueHHs rinepTpodoBaHOi BY3/eYKH
ryou, JIaCTHKA MiHe6iHHSA, yCYHEHHS CUHJAKTH-
Jlii; MOXJIMBe 3aCTOCYBaHHS OPTO/OHTII (BUIIpaB-
JIeHHS1 HellPaBUJIbHOTO NIPUKYCY), BUAJIEHHS [10-
JIaTKOBUX 3y6iB. 3a HEOOXiITHOCTI MPU3HAYAETHCS
TpUBaJla AHTUKOHBY/bCiliHA Tepalis, NpPOBO-
JUTbCA JIIKyBaHHA HUPKOBOI IIATOJIOTI], 1110 MOXe
noTpebyBaTH reMofiajis, mepuToOHeaJbHUN [ia-
JIi3 YU TPaHCIJIaHTAallil0 HUPOK [4, 7].
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Ak cBifUUTH aHasi3 JiTepaTypHUX HAAHUX,
nepeobir i mporuos opo-danio-AUriTaabHOr0 CUH-
ApoMy | Ttuny 6saronpueMHuil [4]. OueBUAHO,
1110 MPOrHO3 Oy/e 3aJie’KaTH BiJl HAsIBHOCTI i BU-
PaXXeHOCTI CYIyTHIX BpPOJKEHUX BaJ, PO3BUTKY
(ros1oBHOTO MO3KY, HUPOK), CTYyIleHi KOMIeH callii
Ta PO3BUTKY YCKJIaJHEHb.

Kniniynuii BUnNagox

Jutnna Kipa M., rocnitasnizoBaHa y Biazi-
JIeHH MOJIOAIIOrO JUTHUHCTBA Y>KIOpOJCbKOI
MIiCbKOI AUTAYOl KJiHIYHOI JiikapHi 24.09.2017
poKy y Bili 11 MicaniB 3i ckapraMu Ha NiABULIEH-
HA TeMneparypu Tiia fo 38-39°c npoTarom oj-
Hi€l fo6u.

3 anaMHesy - AuTHHa Bif VI BariTHoCTi (6€3
YyCKJIa/IHEHb), TONepeJHi YOTUPU BariTHOCTI 3a-
KiHYyBa/IMCh CIIOHTaHHUMU BUKUHAMY; [10JIOTH
II (cTpokoBi, ¢pisiosoriuHUM 1I/ISIXOM), CYIPOBO-
JPKYBAJIUCh NMOJBIHHUM TYyruM OOBUTTSAM IIyIO-
BUHM HaBKOJIO IIHI I104a. Maca npyu Hapo/KeHHi
3200, 3picT - 51 cM, OKpYyKHICTb r0JIOBH - 34 cM,
OKPY>KHICTb I'pyJHOI KJITKU — 34 cM, OLiHKa 3a
mkaJsoto Anrap 8/9 6anis. ¥ Biui 8 gHiB A fo-
06CcTeXXeHHS Ta NOoJaJbLIOro JiKyBaHHS AUTHHA
nepeBeieHa y BifJiJieHHA IaToJiorii HOBOHApO-
JDKeHUX 06J1acHol AWTAYOl AikapHi M. MykaueBo.
Ha ocHOBIi maHUX npoBeseHUX 0OCTeXeHb BCTa-
HOBJIEHO [iarHO3: «MHOXWHHI BpOJXXKeHi Baju
po3BuTKy. Cungpom I[I'epa-PobeHa? Bpomxeni
Ba/ld PO3BUTKY ['0OJIOBHOI'O MO3KY: AreHesisa Mo-
3oJiucToro Tina? BpomxeHi LiepebpasibHi KicTH.
Cunpaktunaia II-1Il nanepuiB crom. AcmipauiiiHa
HeyCKJlaJilHeHa IpaBo6iyHAa BepXHbOYACTKOBA
BOTHULIeBa NHeBMOHId. [locTremopariyHi 3MiHU
HaJHUpHUKIB. HeoHaTasbHa )KOBTAHULA». [licas
NpOBeJIeHOr 0 JIiIKyBaHH#A y Bili 17 AHIB 3 MoKpa-
LIeHHAM BUIIMCaHa 3i cTanioHapy.

. % .‘_ . :

Puc. 3. [lisuunka K., 11 micsayis.
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JUTHHA KOHCY/IbTOBaHA FeHEeTUKOM, Ha Mij-
CTaBi nomepefHbOI JOKYMeHTalil Ta KJiHI4HOI
KapTuHU AiarHo3 «Cunapom I[I'epa-PobeHa» 3Mmi-
HeHO Ha «PoTo-1uLe-nanbLeBUil CUHAPOM, THUI
I». O6cTexxeno kapiotu: 46, XX. CimeiiHu aHaM-
He3 OOTSKeHUHN HasIBHICTIO CUHAAKTUJIII i 3 GOKY
MaTepi, i 3 60Ky 6aTbKa.

B aHaMHe3i yMcJ/leHH] TOHIKO-KJIOHIYHI cyz0-
MU. B pesynbraTi esnekTpoeHuedasorpadiuHoro
JLOCJIiPKEHHS BUABJIEHO eNijienTUGOPMHY aKTUB-
HICTb 32 BOTHHUILEBUM THUIIOM, ipDUTAaTUBHY 30HY
B llepeJHiX BifJisiax NpaBol MiBKyJi OJIOBHOTO
MO3Ky Ta 3arajbHOMO3KOBi Hecnenudiuni 3mi-
HU. 3aKJII04YeHHs emninenTtoJiora: «CUMIIOMaTU4YHA
elijiencisg 3 NepBUHHO reHepasli3oBaHUMH Hama-
JaMu». [lUTHHa nepebyBa€ Ha JAUCIIAHCEPHOMY
006Jiiky y HeBpoJiora. /liarHo3: «BpomxeHi Bajgu
PO3BUTKY I'OJIOBHOT'O MO3KY: areHe3isl MO30JIUCTO-
ro Tija, Bpo/xeHi LiepebpasibHi kictu. CuMnToma-
TUYHa enijiencis. PoTo-yvLe-naabueBUi CHHAPOM
[ Tuny». OTpUMy€e aHTUKOHBYJIbCIKHHY Tepalito.

Y Bini 7 MicALiB npoBeZjleHO MarHiTHO-pe30-
HaHCHe 06CTe)xeHHs yepeny. BUCHOBOK: areHesis
MO30JIUCTOTr0 TiJa; BiAKPUTHUU TpeTil wLIyHO-
YOK; JIIKBOPOBMICHI KiCTH B YeTBEPTOMY LIJIYHOY-
Ky, cynpaTeHTopia/bHi Ta iHTepreMicdepanbHi
KiCTH; reTepoTomnid cipoi pedoBMHU B BEJIUKUX
NiBKyJIAX ToJIOBHOr0O MO3Ky. IlonepeiHbo BcTa-
HOBJIEHUH JliarHO3 NiTBEP/AKEHO.

O6'eKTUBHUM CTaTyc Ha MOMEHT MOCTY-
IJIeHHd. 3arajJbHUN CTaH JUTUHU cepeHbOl
BaxkkocTi. lllkipa 6J1ia, Typrop i eJacTUYHICTb
M’'SIKMX TKaHUH 33/10BijibHi. Ha 06/1144i Ta Byxax
MHOXUHHI Minia. lucmopdisa obauvusa (Besuki
LIUPOKI 0Yi, eniKaHT, LIMPOKe NepeHiccd, Tese-
KaHT, MaJIeHbKHU pOT, MajJleHbKUH «KJIOBOIO-
Ji6HUI» Hic, rinmomsasisgs KpuJa Hoca, 3MeHIIeHe
nigbopigaa (puc. 3, 4). Benauke TiM's4ko 3aKpu-

<o

Puc. 4. [lisuunka K. y siyi 4 micayi. Masenvkutl

KAt080N00I6HUTL"

HIC, WUpOKe nepeHiccs, 2inonaasis Kpus Hocd, enikaHm,
mesiekaHm, MaJeHbKUll pom, misia, 3MmeHuweHe nid6opidos,
acumempu4He yKOpOo4eHHs 8KA318HO20 na/1bysl Npasoi kucmi.



Te. CrlocTepiraeTbcs BOTHUILEBA ajlomnelis, BO-
aoccd cyxe, TbMsHe. Cungaktuiida -1l nansnis
cton (puc. 6, 7), acUMeTpHUYHe YKOPOUYEHHS BKa-
3iBHOro naJjblg npaboi kucti. HocoBe auxaHHA
yTpyaHeHe. [lpy ornsgai poToBOI NOPOXHUHU
Bi3yaJi3yeTbCcA He3apolleHHd TBepLoro IijHe-
6iHHAa (puc. 8), aHKisnorI0CiA Ta 106yAsALiA A3U-
ka (puc. 9, 10). C1u3oBa pOTOBOI MOPOKHUHU
yucTa, 6Ji/10-poxeBa; rinmepemMiss caU30BOi HO-

_

Puc. 5. BoeHuujega asoneyis,
cyxe mbMsiHe 80/10CCAL.

Puc. 8. HezapoujeHHs1 meepdozo
nioHe6iHHS.

CnocrepiraeTbcsi 3aTpUMKa ICUX0-MOTOD-
HOT'0 PO3BUTKY.

O6crexkennsi: 3AK (25.09.): LIOE - 14 MmM/rog,
reMoro6id - 98 r/u, eputpouutu — 3,7x1012 /1,
Jgedkonutu - 2,8x109/n1 (HedTpodinu cermeH-
TosizepHi - 40%, eosuHodinu - 0, niMmpouuTy -
56%, MoHoLUTH - 4%); 3AC (25.09): KoJip - CBIT-
JIO-)KOBTUH, NPO30PIiCTh — NP0O30pa, NUTOMA Bara
- 1007, 6is10K, IJII0KO3a, alleTOH, >KOBYHI HirMeH-
THU - BiZiCyTHI; MiKpOCKomia ocaay: emniTesiajbHi
KJITUHU — 1-3 B 11/3 (MJ10CKUi), TeUKOLUTH — 4-6
B I1/3, eEpUTPOLUTH — OAUHUYHI B I1/3, LUIIHADPY,
CoJ1i, MIKpOOpraHi3aMu — He BUsIBJIeHO. bioxiMiuHe
pocaipxeHHs kposi (30.09): 3aranbHUM 6in0K —

Puc. 6. Cundakmuais II-11I naavyis
npasoi cmonu.

Puc. 9. /lo6yasyis A3uka.
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corsioTku. [lepudepuyHi niMmbaTuyHi By3iu He
36inb1eHi. MeHiHTrea/nbHi 3HakU Big’eMHi. [Ipo-
ABiB JuXaJabHOI HeJoCTaTHOCTI HeMmae. B nere-
HAX ayCKYJIbTaTUBHO »KOPCTKe JUXaHHS, XPUIIiB
HeMae; NepKyTOpPHO — JiereHeBUH 3ByK. Ceple-
Ba JifJIbHICTh pPUTMi4yHa, TOHU 3BY4YHi. KHBIT
M’IKW#, IpU najbnauii He 6ostoynit. [ledinka +1
CM 3-NiJ Kpalo pebepHoi ayru. BunopoxHeHHsA
He NopyILIeHi.

N
Puc. 7. Cundakmuanis I1-111
nasvyis aigoi cmonu.

Puc. 10. J/lobyasayis s3uka.

64,6 r/n; kpeaTuHiH - 48,6 MKMOJIb/JI; CEHOBUHA
- 3,0 Mmmonb/m; ALaT - 12,4 On/n; 3aranbHui 6ii-
py6iH - 8,8 MKMoJb/Ja1 (MpSIMUE — 2,2 MKMOJIb/ JI;
HenpsiMul - 6,6 MkMmosib/a); K+ - 5,0 MMosib/7;
HaTpill - 145 MMoub/J1; Kanblid — 2,4 MMOJIb/J1.

Pentrenorpadisa OT'K (28.09): cnpasa B zi-
JISTHIi BepXHbOTO MoJitoca iHpinbTpaTUBHA TiHb
6e3 4iTkux KOHTYpiB. CipaBa B JIAHLI HUXK-
HbOTO MOJIl0cA KOopeHs Tex iHdinbTpanis. Ko-
piHb He CTPYKTYpHUH. 3J1iBa 6€3 0COOGJIUBOCTEMN.
Cepue - 6e3 ocob6auBocTeit. Kapaioaiadpar-
MaJIbHI KyTH 4YiTKi, CHHYCH BiJbHI. 3aKJlO4YeH-
HA: IpaBo6iyHa BOTHUILeBAa THEBMOHIs.
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YnpTpasBykoBe o6cTexxeHHs. TpaHCKpaHi-
anbHa yabTpacoHorpadis: Mexodex=50,0 MM.
Mexosin=52,0 mm. VIII=6,9 MM (B N no 3,0 Mmm).
Vlatdex=24,4 mwm, Vlatsin=25,0 mm (B N g0 16,0
MM). Y30 opraHiB 4yepeBHOI NOPOKHUHU 03BO-
JINJIO BUSIBUTH 30i/blIeHHSA NeYiHKU (lepeJHbO-
3a/Hil po3Mip npaBoi yactku — 78 MM (B N 10 65
MM), JiiBoi - 0,38 MM (+1,5 cM). KoHTypu 4iTKi,
piBHi. Kpalt 3aokpyriienuil. [lapeHxima ogHopia-
Ha, cepeHbOI exoreHHOCTi. 2KOBYHI NPOTOKU He
poswnpeHi. CyAIMHHUHA MaJIlOHOK HOpMasIbHUH.
[lopTasibHa BeHa He po3lMpeHa. [le4iHKOBI BeHH
He posuupeHi. [HIII opraHu 4YepeBHOI MOpPOXK-
HUHU 6e3 maToJioriyHux 3MiH. Exokapaiockomis:
aTUIIOBA X0Op/a B JIIBOMY LIIYHOUKY. Kamepu cep-
I He AUASATOBaHi. Miokapsa 6e3 maTo/OTiYHUX
3MiH. ®B - 66%. Knanannuil anapat 6e3 cTpyk-
TypHUX 1 yHKIioHaNbHUX 3MiH. JlereHeBoi Tri-
neptensii HeMae. [lepukap/ Bi1bHUI.

KoHcynpranisa By3sbkux crneniaiicrtis. JIOP-
creljajsicT: Ha MOMEHT OIVIALY IOMIipHI KaTa-
paJibHi 3MiHU HOCca i HocorsioTKU. OToCKoMid — na-
TOJIOTIYHUX 3MiH He BuUsBJeHO. PTusiaTp: «lo-
CTpa NpaBo6iYHA BepXHbOYACTKOBA ITHEBMOHIs».
BpaxoByoouu JioKasi3alilo 3anajJbHOTO Ipouecy
Ta BiZcyTHicTh BakuuHauil BIDK autuHi npose-
JleHo npo6y MaHTy (pe3y/abTaT Bii'eMHU) i aHa-
JIi3 IPOMUBHUX BOJ, LIJIyHKa Ha Mycobactérium
tuberculésis (BixeMHuit pesynbraT). HeBposor:
«BBP rosioBHOro MO3Ky: areHesid MO30JIUCTOrO
Tina, BpomkeHi LiepebpasnbHi kKicTu. CumnToma-
TU4Ha eninerncig. Opo-danio-gUriTalbHUN CUH-
ApoM 1 Tuny». BigkoperoBaHo NpPOTHCYJLOMHY
Teparmnito.

. .
/N /N
1
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Y pesysbTaTi NpU3HAYE€HOTO JIiKyBaHHA (aH-
TUGIOTUKOTepalisi, MpoTHU3aNajbHa Tepanis)
CTaH JAUTHHM INOKpAlIUMBCA - HOpMaJi3yBajach
TeMIlepaTypa Tijla Ta NOKa3HUKHU 3arajbHOro
aHaJi3y KpOBi, MOKpaljujacb pPeHTTeHO0JIOTiy-
Ha KapTUHa (Ha KOHTPOJIbHIHA peHTreHorpami
OpraHiB rpy/iHOI KJITKHU clipaBa MOCUJIEHUH Je-
reHeBUM MaJslOHOK, AepOpMOBaHUN TSIKUCTUU
KOpiHb; 3J1iBa 6e3 0co6JMBOCTeH; Kapaiofiad-
parMa’ibHi KyTH 4iTKi, CHHyCcH BijbHi). JliBUMHKaA
BHUIIMCaHa B 33/0BiIbHOMY CTaHi i3 pekoMeHa-
LifAMH, AKi BKJIIOYaJU NPUAOM NPOTUCYLOMHUX
npenapartiB (AenakiH i JieBinMTaMm) mnocTiiiHo,
npemnapartiB BiTaMiHiB A, E, /I, a Tak0 KOHCYJIb-
Tauilo Xipypra AJjsd IOAAJbLIOT0 BUPilIeHHA NU-
TaHHA LOA0 XipypriyHoi KopeKLii He3apolleHHA
TBEPAOTO NiJIHEGIHHS.

BHCHOBKH

1. Opo-darnio-auritTanbHu cuHApoM [ TUny €
CIIaZIKOBOIO MaTOJIOTi€l0, 1110 B OiJILIIOCTI BUIIAJ-
KiB J1larHOCTYETHCA Bifpa3sy Micad HApOKeHHHA
Ha OCHOBIi OpaJ/IbHUX, JIULEBHUX | NaJblLeBUX aHO-
Masiil. MoJieKy/nsipHO-TeHeTHYHe J[OC/iJKeHHsA
Jla€ MOXJIMBICTb OCTAaTOYHO MiATBEpPAUTH [aHe
3aXBOPIOBAaHHA Ta NPOBOJUTH KOHCY/JBTYBaHHA
4JIeHiB CiM1.

2. YcyHeHHA [esiIKUX BaJ PO3BUTKY (mJac-
THUKa TBep/Oro miiHeOiHHS, NepeciueHHs rinep-
TpodoBaHOI By3/leYKH SI3UKa YU T'y6), a TaKOXK
NpaBUJIbHO MiAi6GpaHUN KOMILIEKC JIIKyBaJbHUX
i peabisiTaniiHUX 3axo/iB 3HAYHO MOKpAIIyeE
AKICTb KUTTA XBOPOTO Ta CIPUSE 6JaronpueEM-
HOMY IIPOTHO3Y.

Pe3rome. Y cTaTTi HaBeJleHi JliTepaTypHi AaHi Ta KJIiHIYHe ClIOCTepeXKeHHA JUTUHU PaHHbOTO BIKYy

3 opo-darnio-auritanbHUM cuHApoM I Tuny. JlaHui CHHAPOM € Cl1a/IKOBOO NATOJIOTIE 3 X-34elJIEHUM
THUIIOM YCNaJKyBaHHS, XapaKTepU3yETbCA BPOJKEHUMU BaJaMU PO3BUTKY POTOBOI NOPOXKHUHY,
NaJbliB, FOJIOBHOT'O MO3KY Ta HUPOK, AU3MOP}iAMU 06/11YYS i 3aTPUMKOIO PO3YMOBOI'0 PO3BUTKY.
JliarHo3 niTBepAXKYETbCA MOJIEKY/ISIPHO-TEHETUYHUM A0C/ilxkeHHaM MyTanii reHa OFD1.

Kiro4oBgi ciioBa: opo-darjio-auritaabHui cuapom I Tumy, iTu.

Oral-facial-digital syndrome type I (clinical case)
Horlenko O. M., Lenchenko A.V,, Roshko 1.G., Yankovska A.O.

Resume. Thearticle presents theliterature dataand clinical observation ofaninfantwith Oral-facial-
digital syndrome, type I. This syndrome is an inherited pathology with an X-linked type of inheritance,
characterized by birth defects in the oral cavity, fingers, brain and kidneys, facial dysmorphisms, and
mental retardation. The diagnosis is confirmed by the molecular genetic study of mutation of the OFD1
gene.

Key words: Oral-facial-digital syndrome type I, children.
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