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MonucuHaaKTUANA M NOPOKU Pa3BUTUA KOHEYHOCTEH
Yy HOBOPOXXAEHHOro ¢ cMHapoMoM Mopa
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peaKUK ciyyau B opTONefUYECKOWU NpaKTUKe
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AHHOTALUA

06ocHoBaHue. CuHapoM Mopa, um opo-thaunanbHo-AUrMTanbHbIA cHApoM Il Tuna — 3to peakoe 3aboneBaHue, KoTopoe
HacneayeTca no ayToCOMHO-PELeCCMBHOMY TUMY U XapaKTepu3yeTcs MOPOKaMU PasBUTUA Yepena, nuua, poToBoW MOmoCTy,
nanbLeB, a TakKe (B PeAKUX CNyyasx) LieHTpanbHOM HePBHOM CUCTEMBI U cepaLa. Cpean yKa3aHHbIX HapyLLEHWUIA NOPOKM pas-
BUTUS NasnbLEB, TaKUe KaK MOAMAAKTUIMA U CUHAAKTWINA, BaXKHbl B OPTONELUYECKON NPaKTUKe B CBA3M C NOTEHLMANbHBIM
B/IMSHWUEM Ha BYHKLMM KOHEYHOCTEH W KAYEeCTBO JKM3HW NaLMUEHTOB.

KnuHuyeckoe Habnopenue. B ctatbe nokasaH cyyail pecnmpaTopHoOro AMCTPECC-CUHAPOMA U MHOXECTBEHHBIX BPOXEH-
HbIX NMOPOKOB Pa3BUTMSA Y LOHOLLIEHHOMO HOBOPOXAEHHOID MaLMeHTa MYXKCKOI0 Mona, KoTopbii bbin nepebiM pebeHKoM po-
LVTENEN, He COCTOSBLUMX B KPOBHOM pofcTBe. OCHOBHbIE KIMHWUYECKWUE MPOSBEHUS BKIIOYANM PACLLENiMHY BepXHen rybbl
Mo CpefHel JMHWM, 0BONOCEHWE Nba, OpOUTaNbHBIN TMNEPTENOPU3M, LUMPOKYH NEPEHOCHLY M [BYCTOPOHHION MONMCUHAAK-
TUIMKO KUCTEW PYK W CTOM C yaBOeHWeM bonblumx nanbues. lpu KoMnnekcHoM obcnenoBaHWM Gbinn BhiSIBNEHbI JBOWHOE
OTXOXAEHWe MarucTpasbHbIX COCYLOB OT MPABOr0 Jeynoyka U cuHapoM [leHam—Yokepa. KnuHudyeckuii gnarHos cuHapoma
Mopa 6b1n ycTaHOBNEH Ha OCHOBaHUW GEHOTUMMYECKUX NPU3HAKOB 6e3 NpoBefeHNs FeHETUYECKOro uccnesoBaHus. Nopoku
Pa3BUTMS KOHEYHOCTEN B 3TOM CJTy4ae COOTBETCTBOBAJIM NATONOMMYECKUM U3MEHEHWS OMOPHO-[BMIaTeNlbHOM annapara, onm-
CaHHbIM Npu cuHapoMe Mopa.

06cyxpaeHne. Hannuve aBYCTOpPOHHE! NOCTAKCUANBHOW M NpeaKcuanbHOW NoUAAKTUIMK, 0COBEHHO C yaBOEHMEM bONbLIMX
nanbLeB CTOM U NOPOKaMW Pa3BUTUA KUCTEN PYK, NO3BOASIET C BbICOKOM CTEMEHbLI0 BEPOSTHOCTM NPELNoNoXUTL 0po-dauu-
anbHo-AurnTanbHblid cunapom Il Tuna u guddepeHumpoBaThb ero ot opo-daluanbHo-auruTanbHore cuiapoma | Tuna. PaH-
Hee BbISIBNIEHME ITUX NaTONOMMYECKUX U3MEHEHMIA KOCTHO-MBILLEYHOW CUCTEMbI CMOCOBCTBYET CBOEBPEMEHHOMY 06paLLEHNIO
K optonegy. PesynbTathl 0630pa nuTepatypbl MOATBEPKAANT LieNiecoobpasHOCTb paHHEro MAaHUpPOBaHWUS XMPYPrUYECKOro
BMeLUaTeNbCTBa Ans NpodUNakTUKM QYHKLUMOHAMbHBIX HApYLLEHWUA MPY CUHAPOMANbHOM NONUAAKTUINN.

3aknioueHue. B 310M peakoM cnyyae cuHapoM Mopa (opo-daunanbHo-auruTanbHbIi cHapoM |l Tna) bbin AMarHocTMpoBaH
Ha 0CHOBaHMM XapaKTepHbIX KpaHWodaLmanbHbIX U3MeHeHMI M NOPOKOB pa3BuTUA NanbLieB. Y pebeHka Habmoaanu GpyHKumo-
HanbHble HapyLLeHus BcneacTeue aedopMaLmii KOHEYHOCTEN, YTO CTaso NMpUYMHOI paHHero obpalleHus K optonegy. Mo MHe-
HWIO aBTOpa, NPM BbISIBIIEHWM TaKOW COBOKYMHOCTM CMMMTOMOB criegyeT npegnonaratb cMHapoM Mopa.

KnioueBble cnoBa: NOAMAAKTUNMS; CUHAAKTUIUSA; OpO-(aLmanbHO-AUMUTaNbHbIA CUHAPOM; CMHAPOM Mopa; ManbhopMaums
[leHan-YoKepa; KITMHUYECKMI Ciy4ai.
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Polysyndactyly and Limb Malformations in a Newborn
with Mohr Syndrome (OFD2): A Rare Orthopedic
Perspective

Sulabh K. Shrestha

Om Hospital and Research Center, Kathmandu, Nepal

ABSTRACT

BACKGROUND: Mohr syndrome (Oral-Facial-Digital Syndrome Type 2, OFD2) is a rare autosomal recessive condition char-
acterized by craniofacial, oral, digital, and sometimes central nervous system and cardiac anomalies. Among these, digital
anomalies such as polydactyly and syndactyly are of orthopedic significance due to their potential impact on limb function
and quality of life.

CASE DESCRIPTION: We report a full-term male newborn, first in birth order of non-consanguineous parents, who presented
with respiratory distress and multiple congenital anomalies. Notable features included median cleft lip, hairy forehead, ocular
hypertelorism, broad nasal bridge, and bilateral polysyndactyly of hands and feet with hallucial duplication. Systemic evalua-
tion revealed Double Outlet Right Atrium (DORA) and Dandy—Walker malformation. A clinical diagnosis of Mohr syndrome was
made based on phenotypic presentation without genetic testing. In this case, the limb anomalies were consistent with ortho-
pedic features reported in Mohr syndrome.

DISCUSSION: The bilateral postaxial and preaxial polydactyly, particularly with duplication of halluces and hand anomalies,
is highly suggestive of OFD2 and differentiates it from OFD Type 1. Early identification of these musculoskeletal disorders
enables timely orthopedic consultation. Literature review supports early surgical planning to prevent functional impairment
in cases of syndromic polydactyly.

CONCLUSION: In this rare case, Mohr syndrome (Oral-Facial-Digital Syndrome Type 2) was identified based on characteristic
craniofacial features and digital anomalies. The child exhibited functional impairment due to limb deformities, prompting
early orthopedic referral. This report emphasizes that when such a constellation of findings is observed, Mohr syndrome
should be considered.

Keywords: polydactyly; syndactyly; oral-facial-digital syndrome; Mohr syndrome; Dandy—Walker malformation; clinical case.
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KIMHHECKWE CIYHAU

Tom 13, N 3, 2025

ODTOHGLMH, TpasmMaronoryA
1 BOCCTaHOBMTENIBHAA XMPYypria AeTCKOro Bo3pacta

O0b0CHOBAHUE

CvnzpoM Mopa, unv opo-dauuanbHO-aUrUTanbHbIA CUH-
apom |l tuna (O®AJI), — 3To penKoe ayTOCOMHO-peLLeCccUB-
Hoe 3aboneBaHu1e, ANA KOTOPOro XapaKTepHbl KpaHWodaum-
anbHble M3MEHEeHMs, pacluesuHbl HEBa M MOpoKW pas3BUTUA
nasbLeB, BK/OYas NONMAAKTUAMIO U CUHLAKTWIMIO. B Mupe
3aperucTpupoBaHo MeHee 20 cnyyaeB, YTO MOLYEpKUBaET
penKocTb 3aboneBaHus U HeobxoauMocTb onucaHus de-
HOTMNMYECKOW BapuabenbHocTU ans obecneyeHns paHHen
AmarHoctuku [1].

lopoKu pa3BUTUS OMOPHO-ABUraTeNIbHOrO annaparta,
B YaCTHOCTU ABYCTOPOHHIOW MOIMCUHAAKTUNMIO W YABOEHWE
BonbLUMX NabLeB CTOM, CYUTAOT KIIHOUYEBbIMU AMArHOCTUYE-
CKWUMM NpU3HaKamu. B oTcyTcTBME CBOEBpPEMEHHOrO BMelLUa-
TENbCTBA OHU MOTYT MPUBECTM K (DYHKUMOHANBHBIM OFpaHu-
YeHusM [2, 3]. PaHHee BbISiBiEHUe TaKUX MOPOKOB NO3BOSISET
3abnaroBpeMeHHO MNaHWPOBaTb XMPYPruyecKoe neyeHue,
yTo HeobXoaMMO NS ONTMMM3ALMM (YHKLMM KOHEYHOCTEN
N MMHUMW33LMW 33JePXKEK PasBUTHS.

370T cnyyalt nokasaTesieH, MOCKONbKY Y MauuMeHTa Ha-
briofany Knaccuyeckve ManbhopMaLnm KOHEYHOCTeN, CBSA-
3aHHble C cMHAapoMoM Mopa, a AuarHo3 6bin ycTaHoBMEH
B YCNOBWSIX OFPaHWUYEHHBIX PECYPCOB M HEAOCTYMHOCTM re-
HeTU4ecKoro uccnenoBaHus. TakuM obpasom, opToneamye-
cKoe 06cnefioBaH1e HOBOPOX/AEHHBIX C COOTBETCTBYHILLMMM
CMHAPOMaMM KPUTUHECKM BAXKHO, TaK KaK cnocobcTByeT mo-
BbILLEHWIO K/IMHUYECKON OCBELOMIIEHHOCTU U MPOBEAEHUIO
CBOEBPEMEHHOIO KOMMJIEKCHOM0 BMeLLaTeNbCTBa.

KJIMHWYECKOE HABJTIOAEHUE
AHaMHe3

JIOHOLLEHHBIN HOBOPOXAEHHBIN MasnbyuK, MepBbIN pe-
DEHOK 3[0pOBbIX POAMTENEN a3naTCKOro NMpOUCXOMAEHUS,
He COCTOSBLUMX B KPOBHOM POACTBE, POAMICA B pesyfbTa-
Te CaMOCTOATENbHBIX BarWHanbHbIX pofoB Ha 39-i Hepene
BepeMEHHOCTU B YYPEKAEHWUM BTOPUYHOMO 3BEHA MeLMKO-
CaHMTapHOM noMoLum. Macca Tena npu poXaeHUH cocTaBuna
3,6 Kr; pebeHOK 3aKpuyan cpasy nocnie poxaeHus. B teueHne
MepBoro Yaca W3HW Y HOBOPOXAEHHOro Pa3BWiCs pecnu-
PaToOpPHbIA AMCTPECC-CUHAPOM W BbINK BbISBEHBI MHOME-
CTBEHHbIE BPOX/EHHbIE MOPOKY passuTus. [ns ganbHeiwero
0bcnenoBaHus pebeHOK Bbin NepeBefeH B OTAENEHNE peaHu-
MaLuu U UHTEHCVBHOM Tepaniu HOBOPOXAEHHBIX.

Bo BpeMs bepeMeHHOCTH 3Ha4NUMBbIX 3aboneBaHuil y Ma-
Tepu He 6bino, a pesynbTathl AOPOLOBLIX YNbTPa3BYKOBbIX
UCCNEAOBaHUN CBMAETENLCTBOBANM 06 OTCYTCTBUM MaTono-
TMYeCKMX U3MeHeHWW. BospgeiicTBusa TepaToreHHbIX GakTo-
POB WM HaNMuMA NOLOBHBIX BPOXKAEHHBIX MOPOKOB B CEMbE
He oTMeuveHo. 06a pomuTens oTpULANM KPOBHOE POACTBO
W HacnefcTBeHHble 3aboneBaHus.

Mpy NepBUMYHOM OCMOTPE Y HOBOPOMXAEHHOIO BbISB/IEHDI
crefytoLme NpuU3Haky NULEBOro aucMopduaMa: pacilenu-
Ha rybbl No cpefHeit IHUKM, oBonoceHue nba, opbuTanbHbIk
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Puc. 1. MonmpakTunus npaBoii KUCTW Y NaumeHTa ¢ cuHapoMoM Mopa.

Puc. 2. MonucyHaaKTuns NpaBoil KUCTW Y NauyeHTa ¢ cMHApoMoM Mopa.

Puc. 3. OsonoceHune nba, aHTUMOHIONIOMAHbI pa3pes a3, LMPOKas
nepeHocHLa U paclLenMHa BepxHeid rybbl y nalueHTa ¢ cuHapoMoM Mopa.

Puc. 4. [onncuHoaKTUIMS NpaBom CToMbl y NaumeHTa ¢ cuHapomMoM Mopa.
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TUNEPTENIOpPU3M, LUMPOKas NepeHocMLa U aHTUMOHIONIONS -
Hbli pa3pe3 rMas3. [opoKu pasBUTHA KOHEYHOCTEN BKJIKOYaIU
ABYCTOPOHHION MOSIMCUHAAKTUINIO KUCTEN PYK C YOBOEHWUEM
DonbLUMX ManbLeB U ABYCTOPOHHEE yABOEHWE D0MbLIKMX Nasb-
LIeB CTOMN C NOCTaKCWabHON NONMAAKTUNMENR U CUHAAKTUINEN
obeux cton (puc. 1-4). MpU3HaKOB rMNOTOHYCA UM CKONMO3a
He Habntoganu. MMpu obcnenoBaHWMM CepaeYHO-COCYLNCTON
cucTeMbl 06HapYKeH BPOXAEHHBIN NOPOK cepaua.

DM&I’HOCTW-IECKME uccneposaHuA

[lnarHocTuyeckue uccnefoBaHUs U X pesynbTathl Npea-
CTaBneHbl B XPOHONOMMYECKOW NOC/ef0BaTENbHOCTU Aanee
(Tabn. 1).

PeHTreHonornyecKoe UcciefoBaHNe KUCTEN U CTom He Npo-
BEJEHO B MepBble [AHW NOCNe POXAEHMS, TaK KaK OCHOBHast
3ajlaya 3aKnyanacb B CTabunmsauum KIMHWYECKOro co-
CTOAHMA NaLWeHTa, 0AHAK0 YKasaHHOe MccrefioBaHue Obiio
3aniaHMpoBaHo Ha bonee Mo3gHWIA NepUoA amMbynaTopHOro
HabntopeHus.

AnddepeHumanbHbi Anarios

Hannune opodaumanbHoii pacLuenmHbl, 0BoioceHns fba

W NONMCUHAAKTUIMM YKa3bIBaNO Ha CMHAPOMHBIA AWarHo3.

MepBoHayanbHo auddepeHUmanbHas AUMarHOCTUKA BKOYa-

na cregytoLme Ho3010rM4eckne GopMbil:

1) opo-daumnanbHo-guruTanbHbeIM cuHapom | Tuna (OQL)):
UCKJTKOYEH C YYETOM MYXCKOro nosa naumenta (OO0 —
3aboneBaHue ¢ X-cLienneHHbIM JOMUHAHTHBIM TUMOM Ha-
Cef0BaHuA, KaK npaBuiio, CMepTesbHOe Al IMBPMOHOB
MYCKOr0 MoJia), 0TCYTCTBUSA MONMKUCTO3a NOYEK U areHe-
3UM MO30AIMCTOrO TENg;

2) cuHpopoM 3nnuca-BaH KpeBenbfa: MCKMIOYEH B CBA3W
C OTCYTCTBMEM HaHM3Ma U AMCNNA3uM HOITEW, a TaKKe
C Y4eTOM HOPMaJbHOMO pasMepa rpyaHON KIEeTKY;

3) cunppom bapme—buans: uckmoueH B CBA3M C OTCYTCTBU-
EM OXMPEeHWs, OMCTPOdUM CeTYaTKW, MaTonornyeckux
M3MEHEHMIA NOYEK W 3a[,ePIKMN Pa3BUTUSA NPU POXKAEHUM.
Ha ocHoBaHuu deHoTUNUYecKux ocobeHHOCTEN U OTCYT-

CTBMA NPU3HAKOB, XapaKTepHbIX [N APYrMX CWUHAPOMOB,

Vol 13 (3) 2025
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yCTaHOBNEH KiuHMyeckuii auarHos — OOl (cuHapom
Mopa).
BMewwarenbcTBa

HauanbHas nopaepuBaioLLas Tepanus B OTAENIEHUN pe-
aHWMMaLMKM U MHTEHCMBHOW Tepanuy HOBOPOMAEHHBIX BKJIO-
yana:

+ OKCUreHoTepanui npu MOMOLLM Ha3aNbHbIX KaHiofb
€O cKopocTbio 1 n/MUH B TeyeHue 48 ;

+  BCKapM/IMBaHWe TPyAHbIM MOJIOKOM C WCMOJb30BaHNEM
Ha30racTpasbHOr0 30HAa B TeYeHue NepBbIX ABYX CY-
TOK BC/IeACTBME [bIXaTesIbHOM Hef0CTaTOMHOCTM JIerKoM
cTeneHu;

+  KonnernanbHylo KOHCYNbTaLMIO Y3KMX CNELMannCToB: na-
LIMEHT NMPOKOHCYNLTUPOBAH [IETCKUM KapaMosioroM U He-
BponoroM ¢ ydyetoM BeissneHna JOCMK n manshopma-
umn leHpn—Yokepa.

Bo Bpemsi rocnuTanu3aLmm neKapCcTBEHHOM Tepanm u Xu-
PYPrUYecKux BMeLLaTeNIbCTB He NPOBOAWIK. [U1A OLeHKM No-
POKOB Pa3BMTUSI KOHEYHOCTEN M MOTPEOHOCTU B PEKOHCTPYK-
TMBHLIX OMepaumax ObiM 3aniaHMpOBaHbl KOHCYNbTaLUu
opToreza W NnacTM4ecKoro Xmupypra B nepuofe AaNbHenLLero
ambynaTopHoro HabntogeHuA.

Mocneayowee HabnogeHue M ucxopbl

Mocne crabunusaumu coctosHusa pebeHoK bbin BbinMcaH

Ha 7-W [eHb KU3HW C HOPMaNbHbIMU MOKa3aTeNAMU KU3-

HEHHO BaXKHbIX PYHKUMIA U Be3 HeobXoAMMOCTW NOCTOSHHOV

pecnupaTtopHou NofAepKu. Pogutenu nonyunnm nogpobHyto

KOHCYNbTaLMi0 N0 CIeAYIOLWMUM BONpoCcaM:

*  MONUCUCTEMHBIE NOpPaXeHUs Npu cuHapoMe Mopa;

+  HeobxoaMMOCTb paHHeW BM3yanM3aLMKM KOHEYHOCTeW
ONA NIaHUPOBAHWSA XMPYPrUYECcKoro BMeLLaTeNbeTaa (Ha-
npuMep, ucceyeHnst HeyHKLUMOHaMbHbIX NanbLeB, ycTpa-
HEHWS! CUHOAKTUINKY;

 HabniogeHve y feTckoro Kapavonora no nosogay JOCIIK;

HeBpoOrMyecKoe obcnefoBaHue AN OLEHKW Manbdop-
Mauum [leHan—Yokepa v HabnogeHue 3a pa3BUTUEM pe-
BeHka.

Tabnuua 1. [InarHocTU4ecKme uccnenoBaHus, nposefeHHbIe B NepBble 4 pHA XM3HM NaLMeHTa, 1 nony4yeHHble pe3ynbrathbl

Data WccnepoBaHue

Pe3ynbrarbl

1-1 neHb ®usmkansHoe obcnenosaHue

(neHb poxaeHms)

Jinesoit ycMopuaM, [BYCTOPOHHSA NOAMCUHAAKTUANIMA KICTEI PYK M cTor, pac-
LLeMMHa ryBbl, PECIMPATOPHLIN AMCTPECC-CUHAPOM

[aHCUCTONMYECKUIA LLIYM B 06/1aCTV JIEBOIO HVKHEND Kpas rpyauHbl
[1BoiHOe OTXOXeHWe Mar1CTpabHbIX COCY0B OT NPaBoro Xesyno4Ka

Manbdopmaums [eHavn—Yokepa ¢ KUCTO3HOM AnnaTaumeit YeTBEPTOro KenyaodKa
1 rnoniasven Yepss Mo3XeuKa

Be3 natonornyeckmx n3MeHeHUi (0BLLMIA KIMHUYECKWIA aHANW3 KPOBW, COLEPIKa-

HWE 3NEKTPONNTOB, KOHLLEHTPALINA [MIOKO3bl B KpOBVI)

1-7 AeHb AycKynbTaums rpyoHoN KneTku

2-11 feHb IxoKapamorpadus

2-11 BeHb YnbTpa3ByKOBOE WCCMeA0BaHye roNoB-
HOro Mo3ra

3-1 neHb 06LLe UcCnenoBaHs KpoBM

4- peHb OcMoTp oTOpMHONapUHronora 1 oTanb-

MOJIOrMYECKUI CKPUHWHI

He BbinonHeHo [eHeTMYECKOE MCCneaoBaHme / Kapuo-

TMNMpoBaHmne

3HauMMBIX MaTONOTMYECKMX M3MEHEHMWIA He BbISBNIEHO

WccnepoBaHne HeOo0CTYNHO B CBA3W C OrpaHMYeHHbIMKA BO3MOXHOCTAMU
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Mocne BbINMCKM KOHTAKT C MaLMEHTOM 18 AafibHelLero
HabntofeHns bbin yTpadeH. HecMoTpsa Ha MHOTOKpaTHble no-
MbITKW CBA3M MO TeNleoHyY, CeMbA He NoceTUna ambynatop-
Hoe 0bcnefoBaHKe No NPUYKMHE NpeanoiaraemMoro nepeesaa
B OTaNEHHbIN PErMOH C OFPaHUYEHHON JOCTYMHOCTLI0 Meau-
LIMHCKOM NMOMOLLM.

OBCYXXAEHUE

B HacTosLLee BpeMs U3BECTHO MO MeHbLLen Mepe 14 Tu-
noB opo-(aunanbHo-AUTUTaNbHOTe CUHAPOMA. B anekTpoH-
Hyto 6a3y faHHbIX «MeHaeneBcKoe HacneaoBaHue y YenoBe-
Ka» (Online Mendelian Inheritance in Man, OMIM) BHeceHbl
ceieHns o I-XVIIl unax O®['. Ha naHHbIii MOMEHT B Mupe
onucaHo MeHee 20 cnyyaeB cuHapoma Mopa. Pacnpoctpa-
HEHHOCTb 370r0 3abonesanusa coctasnset 1:1000 0002

MpenctaBneHHbiit cnyyan cuHgpoMa Mopa (OOLIN)
Y HOBOPOXJEHHOr0 BKJIII0YAET KNaccuyeckue NpusHaku To-
ro peaKoro 3aboneBaHus, NpU KOTOPOM COYETAOTCA MOPOKY
pa3BUTMS NanbLeB, cepaua, opodaumanbHoi 06nacTi u LeH-
TpanbHoi HepBHOW cucTeMbl. DeHoTMNMYecKWe 0COBEHHOCTH,
B TOM YMC/e [BYCTOPOHHASA MOJMCUHAAKTUINA C YOBOEHUEM
DonbLUMX NanbLEeB KUCTEH M CTON, pacLLennHa rybbl U Manb-
dopmaumnsa [leHan—Yokepa, ybeautencHo NoATBepHAAlOT
K/IMHWYECKMIA AMarHo3 B OTCYTCTBME PE3yNbTaToB reHeTUye-
CKOro MUcCnefoBaHus.

LleHHoCTb HacTosWleld cTaTbi COCTOMT B NOAPOGHOM
OMMCaHUM NATONOTMYECKUX U3MEHEHUH KOCTHO-MBbILLEYHOIA
CUCTEMBI MW POXKAEHUM, MOCKOMbKY OHU CRyMaT dyHpaa-
MEHTabHBbIMU KPUTEPUAMU AMArHOCTUKM TaKUX CUHAPOMOB,
Kak OQ[Il. PaHHss opToneamyecKas MOMOLLb KpUTUYECKU
Ba)Ha B CBA3M C TeM, YTO MOPOKW Pa3BUTUS KOHEYHOCTEMH
(HanpuMep, MOSIMCMHAAKTMNMA) MOTYT HapywaTtb (opMu-
poBaHWe XBaTaTesbHbIX, ABUraTe/bHbIX HABbIKOB, @ TaKKe
OCHOBHbIE 3Tarbl HEMpOOHTOreHesa. B HayuHoi nuTepatype
NoAYepKUBAIOT LienecoobpasHOCTb PaHHEro NaHUPOBaHUS
XMPYPru4ecKon KOppPeKLMW [06aBOoYHbIX NanbLeB U ycTpa-
HEHUS CUHOAKTUNWMW [NIA ONTUMU3AUMKM QYHKUMIA KucTen
u cron [2, 3].

BbisiBneHue [BOMHOTO OTXOXAEHWA MaruCTpanbHbIX CO-
cyaos ot npasoro enynouka (JOCMHK) cnywut gononnu-
TeNbHBIM AMArHOCTUYECKUM KpuTepueM cuHppoMa Mopa
W NOAYEPKWBAET COXKHOCTb COMYTCTBYHOLLMX BPOXAEHHbIX
MOPOKOB CepAua npu 3ToM 3aboneBaHun. bonbMHCTBO
paHee OMUCaHHbIX MOPOKOB CepAua BKIKYaIM OTKPIThIN
aTPUOBEHTPUKYNAPHBLIA KaHan unu aedeKTbl neperopo-
noK [4], opHako [OCI}K, obHapyxeHHoe B 3TOM Ciyuae,
pacLLMpseT CMEKTP Kapavonoruyeckux deHotunos 3abone-
BaHUS.

AHanu3 pgaHHOro cnydyas orpaHuuyeH OTCYTCTBUMEM MOA-
TBEPKAAIOLUMX PE3yNbTaToB FeHETUHECKOTO TEeCTUPOBaHMS

Tom 13, Ne 3, 2025

OpTonenys, TpaBMaTonora
V1 BOCCTAHOBYMTENbHAA XVPYpPriAa AETCKOMO BO3pacTa

11 HEBO3MOXKHOCTbHO HabnloaeHNs nocnie BbINUCKM, YTO CTano
MPensTCTBUEM K MPOBEAEHUI0 PEHTTEHONOMMYECKOro Mccne-
[0BaHWUS U OLEHKM HapYyLLEHWA HeMpoOoHTOreHe3a W (yHK-
LMOHanbHbIX McxonoB. KpoMe Toro, orpaHu4eHHble BO3-
MOKHOCTW OKa3aHUsi MEMLIMHCKOW NMOMOLLM He MO3BOMIM
MPOBECTU MHOTOMPOGUNbLHBIA KOHCUIMYM BO BPEMSA TOCM-
Tanu3aumu.

OnucaHve 3Toro cnyyas AONONHSET NpeablayLume nyonu-
KaLuu, NofYepK1Bas 3Ha4YeHWe CUHAPOMabHON NONMAAKTM-
JMM B PaHHEN AMarHoCTUKe 3aboieBaHWs U LONFOCPOYHOM
MJaHUpoBaHUM neveHns. HecMoTps Ha peaKocTb CMHApOMa
Mopa, xapaKTepHble (EHOTUNMYECKMEe W3MEHEHWs KoHeu-
HOCTeW [ienaloT BO3MOXHbLIM €ro paHHee BbisIBNEHUE Aae
B YCNOBUAX OrpaHMueHHbIX pecypcoB. 0606LieHMe [aH-
HbIX AnA Gonee o6LIMPHOI NONYNAUMKM CneayeT NpOBOAMTL
C OCTOPOXXHOCTbIO B CBS3Y C PeKOCTbl0 3aboneBaHus. TeM
He MeHee OMMCaHHbIA METO Pacro3HaBaHUA KIIMHUYECKUX
CMHLPOMOB M MPUBIEYEHNS Y3KUX CMIELIMAIUCTOB MOXHO CHU-
TaTb YHUBEPCA/bHBIM.

3AKJIIOYEHUE

3JT0T cnyyail NoAYEPKMBAET KIIMHWUYECKYH 3HAYMMOCTb
paHHeN AWMarHoCTUKU cuHapoMa Mopa, ocobeHHO Ha OCHO-

BaHMM MOPOKOB Pa3BUTUA OMOPHO-ABUraTeNlbHOro annapa-

Ta. HecMoTps Ha oTcyTCTBME pe3ynbTaToB FeHETUYECKOro

UccnefoBaHuUs, TUMMYHOE COYeTaHWe MOPOKOB Pa3BUTUS

KpaHuodauuanbHoii 0bnacTu U manbLeB CTano OCHOBOW

K/IMHWYECKOro AuarHosa. TakuMm obpa3oM, npencTaBneH-

HbIl CNyyaii No3BONSET BbIAENNUTb CEAYHOLLME KIIOYEBble

acnekTbl:

+ [ABYCTOPOHHSAS NONUAAKTMAUA C YABOEHMEM 6obLLOro
nanbLua CTOMbl — OT/IMYUTENBbHBIA MPU3HAK CMHAPOMA
Mopa 1 BonKHa CTyXUTb OCHOBAHUEM 1S CUHAPOMaSTb-
HOW JMarHoCTUKY;

*  HOBOPOXAEHHbIM C COOTBETCTBYIOLLMMM CUHAPOMAMM He-
06Xx0[1MMa paHHAS KOHCYNbTaLMA opToneaa [is MiaHu-
POBaHUA XMPYPrUYECcKUX BMELLIATENBCTB, HaMpaBieHHbIX
Ha ONTUMM3aumMio QYHKLUMM KOHEYHOCTEN U Pa3BUTHS;

* B YC/IOBUSIX OTPaHUYEHHBIX PECYPCOB, KOIAA reHETUYECKOe
UccnefoBaHne HeAOCTYMHO, Y KIMHUYECKON AUarHOCTU-
KU nepBocTeneHHoe 3HaYeHue, 0COBEHHO NpU HamMuUK
XapaKTepHbIX (EHOTUMMYECKUX NPU3HAKOB;

+ HeobXoaMMo KoMMsieKcHoe o6cnepoBaHue, BKIHOYal0-
LLee KOHCYNbTaLWUW Kapayonora U HeBPOIora, NOCKONbKY
npu cuHapoMe Mopa yacTo HabnoaatT BPOXAEHHbIE M0-
POKY CepALa W LeHTpabHOWM HEPBHOM CUCTEMBI;

 HecMoTps Ha To, YTO B 3TOM Cyyae He YAANoch OLEHUTb
oTAaNIeHHble UCX0Abl U MeToAbl KOHCYNbTUPOBaHMS,
CMOXKHaA KMHUYECKas KapTuHa TakWX CUHOPOMOB yKa-
3bIBaeT Ha He0BX0AMMOCTb KOOPAMHMPOBAHHOIO JIEYEHMS.

! Orofaciodigital Syndrome 18 (Concept ID: C5567903). MedGen. National Center for Biotechnology Information. Pexum moctyna: https://www.ncbi.nlm.

nih.gov/medgen/1799326 [lata obpaluenns: 05.07.2024.

2 Knowledge on rare diseases and orphan drugs: Orofaciodigital syndrome type 2. Pexum poctyna: https://www.orpha.net/en/disease/detail/2751 [lata

obpatenus: 05.07.2024.
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N0NOJIHUTE/IbHAA UHOOPMALIUA

Bknap aetopa. S.K. Shrestha — paspabotka koHuenumn u au3aitHa
WCCNeA0BaHMS, KIMHWYECKas OLEHKa M opToneamnyeckoe obcnenosaHue
nauenTa, cbop AaHHbIX, 0630p NUTEPaTYphI, HaNKCaHWe, peaakTMpoBaHue
1 OKOHYaTesNbHOe YTBEPXAEHME pyKommcy Ans nybnukaumu. ABTop opo-
bpun Bepcuio Ans NybvKaLmy, a TakKe COracucs HeCTU OTBETCTBEHHOCTb
3a BCe acrneKTbl paboThl, rapaHTUpYs HaA/eXallee paccMOTpeHKe 1 peLle-
HWe BOMPOCOB, CBA3aHHbIX C TOYHOCTbIO ¥ [0BPOCOBECTHOCTLIO Nlobol ee
yac.

Cornacue Ha ny6nukaumio. ABTop nomyunn nNcbMeHHoe MHOOPMMPOBaH-
Hoe J06POBOMLHOE COMacKie 3aKOHHbIX MPEeACTaBUTENeN NaLMeHTa Ha ny-
6/MKaLMI0 NepCoHanbHbIX LaHHbIX, B TOM Yuce doTorpaduid, B Hay4HOM
JKypHane, BKIto4as ero 3neKTpoHHyio sepcuio (07.06.2023). 0bbem nybamky-
eMbIX aHHbIX C 3aKOHHbIMM NPEACTaBUTENAMM MaLMEHTA COMMACOBaH.
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30Banu.
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