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KnuHu4yeckas xapakTepmMcTMKa MeCTHbIX U 00LWmMX PeHOTUNMYECKUX NPOoSBIIEHUN
cuHagpoma LADD, nevyeHue n KOMNNeKcHasa peadbunuraums

n.A. Ywruykui ', H.B. Kopsikura 2, A.H. Cnenuos ?, U.A. Hukonaesa ?, A.A. Cusues 2
T ®rAQY BO «CeBepo-BocTouHbin heaepanbHbii yHuBepeuteT nMmernn M.K. AmmocoBay,
yn. OnyHckoro, a. 27, 1. AkyTck, 677000, Poccus
2TAY PC(A) «PecnybnukaHckasi 6onbHmua Ne1 — HaumoHanbHbIA LEHTP MeanLUMHbI UM.
M. E. Hukonaea», Ceprensixckoe W., 4. 4, r. Axkytck, 677010, Poccus

AnHoTaums. Cungpom LADD (MKB 10 Q87.8) — ynbTpapeakoe HacneacTBeHHoe 3aboneBaHne ¢ ayTOCOMHO AOMUHAHTHBIM TUMOM Hacneao-
BaHusi, CBA3aHO ¢ MyTauusimm reHoB FGFR2, FGFR3 u FGF10. Xapaktepu3yeTcsi CACTEMHbIMU NMOPaXEHUSIMU: HENPOXOAUMOCTbIO HOCOCIE3HOMO
KaHana, anakpuMmuen, runonnasuneit CnésHbiX U CIOHHBIX Xenés, nopokamu 3y6oB 1 OKKIO3UW, KCepocToMUel, kcepodTanbmyein, aHoManusamm
YLUIHBIX PAKOBUH, TYrOyXOCTblO, MOPOKamy BEPXHUX KOHEYHOCTeN. B pedkux crnyyasix oTMeYatoT OTCYTCTBME OKOMOYLUHOW CIIOHHON Xenesbl, aHo-
Manuu rnas, areHe3uio noyek, NoIMKMCTO3 ANYHUKOB. B AKyTM cuHOpoM BrnepBble BbISIBNEH B OAHOW ceMbe (Y oTua v Aeten cnbeos). MauueHtam
NpoBEenu KOMMNNekcHoe obcrnenoBaHne U OPTOAOHTUYECKOE NIeYeHe C HopManuaaumei OKKIMI03UM 1 BOCCTAHOBIIEHMEM aHaTOMUYeCckon GhopMmbl
3y6oB. [TPOrHO3 3aBMCUT OT TSXKECTU NMOPOKOB, BOMBLLUMHCTBO NALMEHTOB BeAyT NOMHOLEHHbI 06pas xusHu. Bpayam BaxHO yunTbiBaThL Xapakrep-
Hble NPU3HaKn CMHAPOMa N CBOEBPEMEHHO HanpaBnsiTb NaLMEHTOB Ha obcnenoBaHue. [lnarHocTvka natonorum Tpebyet MynsTUANCLUMNITMHAPHO-
ro nogxofa, a paHHee BblsiBNEHWE Yy4yLIaeT KaqyecTBO XU3HW BOMbHbIX.

KntouyeBble crnoBa: reHeTuyeckne Mytaumu, cuiapom LADD, wmnosuaHble 3yObl, runonnasus, ageHTus, anakpymMmns, TyroyxocTb, rMnonnasms
nanbLeB 1 NpeanneYunii

Abstract. LADD syndrome (ICD 10 Q87.8) is an extremely rare hereditary disease with an autosomal dominant type of inheritance, associated
with mutations in the FGFR2, FGFR3, and FGF10 genes. It is characterized by systemic lesions: obstruction of the nasolacrimal canal, alacrimia,
hypoplasia of the lacrimal and salivary glands, dental defects and occlusion, xerostomia, xerophthalmia, anomalies of the auricles, hearing loss,
defects of the upper extremities. In rare cases, the absence of a parotid salivary gland, eye abnormalities, kidney agenesis, and polycystic
ovaries are noted. In Yakutia, the syndrome was first identified in the same family (in the father and children of siblings). The patients underwent
a comprehensive examination and orthodontic treatment with normalization of occlusion and restoration of the anatomical shape of the teeth. The
prognosis depends on the severity of the defects, and most patients lead a full-fledged lifestyle. It is important for doctors to take into account the
characteristic signs of the syndrome and send patients for examination in a timely manner. Diagnosis of pathology requires a multidisciplinary
approach, and early detection improves the quality of life of patients.

Keywords: genetic mutations, LADD syndrome, spiny teeth, hypoplasia, adentia, alacrimia, hearing loss, hypoplasia of fingers and forearms.
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BeBeageHue. B HacTosiwee Bpems B
MUPOBOWN MeAWLMHE BbISBNATCS peakne
HacneacTBeHHble CMHOPOMarbHble 3ab0-
NeBaHNsi C HanNMYMeEM MHOXECTBEHHbIX
CUCTEMHbIX MOPAXEHWI OpraHoB U Cu-
ctem [1]. Cpean HUX U3BECTEH CUHAPOM
LADD (lacrimo-auriculo-dento-digital
syndrome, wnu cuHgpom JleBn-Xonnu-
ctepa, MKB-10-Q87.8), koTopblii ABNSi-
eTCsl  yNbTpapeakuM HacrneACTBEHHbIM
3aboneBaHVeM C ayTOCOMHO-LOMUHAHT-
HbIM TUNOM HacnegosaHusa [2, 3]. Bcero
B MMPOBOWN MEAWLIMHCKON NpakTuKe onu-
CaHbl BbISIBNEHHbIE 24 criyyasi cCMHApoMa
LADD [4, 5], a B Poccun onucaH oguH
KMMHUYECKUIA criyyYal y NauMeHTKU paH-
Hero Bo3pacta B 2022 r. [6]. Ero knuHu-
yeckne MposIBMEHNs1 XapakTepuayrTcst
onpeferneHHbIM CNekTPOM  KITMHUYECKUX
CYMIMTOMOB, KOTOpblE€ BKITOYAOT He-
NPOXOAMMOCTb HOCOCIE3HOro KaHana,
anakpvMuio, annasuio UM runonnasuo
CMe3HbIX U CIIOHHbIX Xenes, MOPOoKX pas-
BUTWsI 3yOOB 1 aHOManum npukyca, Hefo-
pasBUTME YLLHBIX PAKOBWH, TYroyxocTb U
NMOPOKN Pa3BUTUS BEPXHUX KOHEYHOCTEN
[7, 8]. B peaknx cny4dasx cungpom LADD
NPOSIBNSIETCA B BUAE OTCYTCTBUS OKOIO-
YLLIHOWN CIHOHHOW Xernesbl 1 €€ BbIBOOHO-
ro NpoTOKa, YBEMWYEHHOTO PacCTOsIHUA
MeXay rnasamu, natepanbHOro cMmelle-
HUS1 BHYTPEHHEro yrra rnasa, nosiHoro
OTCYTCTBUSI OOHON Wnn 0Benx mnodek u
nonvkncTosa sanvHukos [9, 10]. B cBasm
C HeOOoCTaTOYHOCTbIO CEKpeuun CroHbI
[EeTV 4acTo CTPaZaloT OT KCepOCTOMUM 1
C TPy4OM MpOrnaTbiBakOT NMULLLY, CKITOHHbI
K CTOMatuTy U NOABEPXKEHbl K MHOXe-
CTBEHHOMY Kapwuecy.

CnegyeT OTMETUTb, YTO CUHAPOM
LADD cBsizaH Cc MyTauusamu annenew
reHoB FGFR2, FGFR3 n FGF10. My-
TaHTHble BapuaHTbl FGF10 nonHocTbto
TEePST BMONOrMYecKyo akTUBHOCTb, YTO
NPMBOOUT K COCTOSIHUIO rannoHegocTa-
TOYHOCTU, B TO BPEMS KaK MyTaHTHblE
BapuaHTbl peuentopa FGFR2b obnapa-
0T PE3KO CHWXEHHOW TUPO3MHKMHA3HOM
aKTMBHOCTbIO U MOTYT OKa3blBaTb AOMU-
HaHTHO-HeraTUBHbIV 3 peKT. ATO yKasbl-
BaeT Ha TO, YTO B OCHOBe 3aboneBaHusi
NEeXUT HapylleHue BCEero CUrHanbHOro
nytm FGF10-FGFR2/3, koTopbin Heobxo-
Oum ansa aMmbpuoreHesa anutenuanbHo-
Me3eHXMMarbHbIX CTpYKTyp [11-14]. My-
Tauun B reHe FGFR2 (10g26) Hanbonee
yacrtasi npu4uHa. BapnaHTbl, B OCHOBHOM
B TWPO3WHKMHA3HOM [OMEHe, Hapylua-
10T nepefavy curHana, KpUTUYHOro Ang
pasBUTUSA Xernés U KoHeyHocTen. Mame-

HEHVS1 B STOM reHe BbI3bIBalOT CXOAHbI
deHotun (cuHgpom LADD) unu unsonu-
POBaHHy0 annasuto CNE3HbIX U CIIIOHHbIX
xenés (ALSG) [1, 10]. MNpwn atom cToma-
TOMnorM4yeckme acnekTbl JaHHOro CUHOPO-
Ma [0 KOHLIa He M3y4YeHbl, YTO ABNAeTCA
aKTyanbHOW MeguKo-coumansHON Mnpo-
onemon. C y4eTOM U3NOXEHHOro ObIno
BblOpaHO HanpaBreHne HacTosien uc-
cnepoBaTenbCckon paboTbl.

Llenb nccnegoBaHuA: Ha OCHOBaHUU
KOMIMIEKCHOIO  KIMHUKO-reHeanoruye-
ckoro obcrnenoBannst cuHgpoma LADD
COBEPLLEHCTBOBAaTL CBOEBPEMEHHYIO pe-
anusaumio  nevyebHo-NpoUNaKTU4EeCKnNX
N peabunuTaumMoHHbIX  MepONPUATUIA
MECTHbIX 1 0BLLUX NPOSIBNEHUIA.

Martepnanbl u MeToabl uccrnego-
BaHus. KomnnekcHoe uccrnegoBaHue
cuHgpoma LADD npoBoamnv Ha Gase
cTomarornormyeckoro otaeneHust  Koh-
CynbTaTUBHO-AMArHOCTUYECKOTO LIeHTpa
n Meguko-reHeTu4eckoro ueHTpa [le-
puHaTtaneHoro ueHTtpa MAY PC(A) «Pe-
cnybrnvkaHckas 6onbHuua Ne1 — Haumo-
HanbHbIA LEHTP MeauLuuHbl nmenn M. E.
Hukonaesa» (AkyTck), a Takke B KnuHu-
ke Ceepo-BocTouHoro deaepanbHOro
yHuBepcuteta umeHn M.K. Ammocosa.
O6beKkToM nccrneqoBaHns ABnsnach ce-
Mbs1 SIKYTCKOW MONynsiuum ¢ TpeMsi AeTb-
MU — cnbcamm YneHamm U3 OHOWM CeMbU
10, 12, 15 neTt. Y pgeten BbisiBNEHb! Knn-
Hu4eckne nposieneHnsa cuHgpoma LADD.
Mpu npoBegeHun obcnenoBaHUs yunTbl-
Banu NacrnopTHYH YacTb, OCHOBHbIE U CO-
nyTCTBYHOLLME ANArHo3bl, aHTPONOMETPU-
YeckMe AaHHble Npu poXaeHUn, ocobeH-
HOCTU TeyeHus 6epeMeHHOCTU U POLOB,
XapakTep BCKapMIMBaHWs, pesynbraTbl
KINMHUYECKMX aHanM3oB KPOBU 1 MouW, a
Takke 06LLero CoCcToAHNS PyHKLMOHarnb-
HOW [OesiTeNbHOCTM OpraHoB W CUCTEM.
AHanua obLero cocTtosHUSA opraHu3ma
NPOBOAWMCHA C MOMOLLbLIO TLIATENbHOIO
cbopa aHamHe3a 3aboneBaHns U JaHHbIX
KOHCYNbTaUUA CMEXHbIX CMneunanmncroB.
C y4eTOM MOHOreHHOWM NPUPOAbLI CUHAPO-
Ma LADD n3y4yanu 0OCHOBHbIE ero coctaBs-
ngawLmne, KOTopble CBA3aHbl C 0COBEHHO-
CTAMU TeveHnsi 6epeMeHHOCT 1 PoaoB,
a Takke aHaMHe3 >XXU3HW N COCTOsAHME
300poBbsi MaTepu, otua. Y obcnegosan-
HbIX AeTer MPOBOAMIN OUArHOCTUKY 3y-
6oyentocTHbIX aHoManui, udyvanu 6uo-
METPUYECKME MOKasaTenu Ha rurncoBbIX
MOAEensiXx YerncTen Ans npoBedeHus
OPTOAOHTMYECKOrO 1 CTOMaTONOMM4YecKo-
ro TepaneBTUYECKOro fIeYEHUs, a TaKKe C
aHanu3oM COCTOSIHUSI rurneHsl no ®epno-

poBa-BornogkuHon (1971) n J.C. Green,
J.R. Vermillion (UI'P-Y ,1964).

KnuHuko-reHeanornyeckoe wuccneno-
BaHwue nposogunoce B ML, PBNe1-HLIM
mMm. M.E. Hukonaesa n Ha 6a3se Guotex-
Hororunyeckoro kamnyca r. Mocksa (pyko-
Bogutenb CesepuHoB K.B.) BbinonHancs
Komnnekc nabopaTopHO-TEHETUYECKNX
1nccrneaoBaHu, BKIHOYaOLWMIA - MOSTHO-
reHoMHoe cekBeHuposaHue (WGS). Co-
CTaBrneHne pOoOOCITOBHOM COMPOBOXAA-
NOCb KPaTKOW 3anucbio O KaKOOM une-
He popgocnoBHol. COop pPoOAOCNOBHOMN
BKMoYan B cebs obwime Bonpockl: a-
MUnKs, UMs, oT4yecTBO npobaHaa, Aata
pPOXAOEHWS, HauMOHanbHOCTL nNpobaHaa,
ero matepu 1 OTua, MeCTO pOXAEeHUs
npobaHga v ero poauTenen, Hanuuine
KPOBHOPOACTBEHHOrO ©Opaka B popoc-
noBHoi. Mpu aToM pogocnoBHas cxema
odhopMnsanack C y4eToM CTaHOAPTHbIX
npasun. [ns nccnegosaHns Obin Npons-
BefleH 3ab0op BEHO3HON KPOBU Y YNIEHOB
O[IHOW CEMbMW.

[Onsa npoBegeHus  uccnegosaHumn
ObINIO MomnyyYeHo ogobpeHue 3TUYecKon
komucecun M CBDY Ned4 ot 08.10.2025,
peweHne Ne3 c cobnogeHnem atude-
CKMX NpaBuil U HOPM MEAMLMHCKUX UC-
cneposaHui B Poccunckon degepaumu.
Mpn aTOM n3yyaemble napameTpbl Obinu
CcPOpPMMPOBaHbI MO OLEHOYHOW COBOKYI-
HOCTWU KIMHUYECKUX MPOSIBIIEHUA CUH-
apoma LADD.

O6cnenoBaHne OCyLLECTBNSANM B CO-
OTBETCTBUMN C ITUYECKMMU MPUHLMMNAMMU,
M3MOXXEHHbIMW B OCHOBHbLIX HOpPMaTuB-
HbIX AOKyMeHTax P® no knuHuyecknm
nccnegosaHusam. OT 3aKOHHbIX NpeacTa-
BUTENEN MNALMEHTOB NOJTyYEHO NMUCbMEH-
HOe MHOpPMUPOBaHHOE OOGPOBONBLHOE
cornacuve Ha y4actue B MccrnegoBaHuun.

Pesynbratbl u obcyxaeHue. Bnep-
Bble BbISIBIieH crny4yan cuHapoma LADD
B SAKyTUM Y UYNEHOB OAHOW CEMbM C Tpe-
MSl OETbMU C KITUHUYECKUMWU MECTHbIMU
N OOWMMM MPOSIBNEHNAMM, MOATBEPXK-
OEHHbIM OnarHo3oM 1 cneyunduryeckumm
cMMnTOMamMu gaHHoro cuHapoma. [pu
cuHapome LADD no pesynstatam morne-
KyNsIPHO-TEHETUYECKNX  UCCreaoBaHuiA
(no nuTepaTypHbIM [AaHHbIM) BbISBMS-
I0TCS NaTonorMyeckMe BapuaHTbl FEeHOB
FGFR2, FGFR3 v FGF10, B paHHOM KIn-
HU4YecKkom criyyae y cembm C. no pesynb-
TaTy MOMIHOFEHOMHOIO CEKBEHWPOBAHMS
BblsiBNieHa nartoreHHast mytaumsi FGFR2
chr10:121487420 C>T, oTtBeTcTBEeHHas
3a passuTtue cnHgpoma LADD. Y nx otua
ObInn Takne ke CMMMTOMbI, HO OH He 00-
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paliancst 3@ MeguLMHCKON MomoLLblo. Y
matepu OeTerl B HaleM uccreaoBaHuv
He OblNO BbLISIBIEHO COMYTCTBYHLLETO
ancmopumama nmua n aHomanui. o pe-
3ynsratam KOMMEeKCHOro MeanKko-reHea-
NOrMYEecKoro uccrnefoBaHns y cubcos
ObINN BbISIBNEHbI BbIPaXEHHAsi CYXOCTb
KOXXHbIX MOKPOBOB, aHOManuu 3y6oB, ru-
nonnasus aManu n AeHTHa, MUKPOAOH-
TUSl, TUMNOAOHTMS, LUMNOBUAHbIE 3YyObl,
aHoManusa yllemn, MocCaXeHHble ylu B
dopmMe Yalleykn, KOHAYKTUBHas U Heu-
poceHcopHasi noTeps crnyxa, TYroyxocTb
2-3 cTeneHu, BPOXAEHHbI MOPOK pas-
BUTUSI ODOEUX IOKTEBbLIX CYCTaBOB, Iy-
YEroKTEBOW [OBYCTOPOHHUIA CUHOCTO3,
rmnonnasus 1-2 nanbueB 00enx KucTen
n pasrmbaTenbHasi KOHTpakTypa. Npu uc-
crnegoBaHun y odTanbmorora BbiSBre-
Hbl CUHLAPOM CyXOro rnasa, BpOXaeHHasi
aHoManus pas3BuTWUS NPUAATOYHOro ar-
napara rnasa v aTpesms CrnesHbIX TOYeK
BepxHero Beka. KT-npusHaku aHomanuu
YIUTKN 1 NOMYKPYXXHbIX KaHanoB ¢ 06enx
CTOpOH. Y MaTepu BO BpeMsi 6epeMeHHo-
CTU TPOWX AETEN OTMEYancsa TOKCMKO3 B |
TPUMECTpPE, POAUIIUCHL B CPOK, CaMOCTO-
ATenbHO, Bec npu poxaeHum 3500, 3500
1 3700 r COOTBETCTBEHHO, POCT MPU POX-
neHun 53, 53 n 58 cm, Anrap 8/9, rpya-
HOe BCkapMnvBaHue ctapliero pebeHka
no 3, cpegHero Ao 1 Mecsiua, MnagLuero
0o 4 ner.

KnuHuko-reHeanornyeckas Xapak-
Tepuctmka cembu ¢ cuHgpomom LADD
— cembs C., AKyTbl MO NMPOUCXOXKOEHUIO,
pOACTBO OTPULIAOT, MaTb 34,0POBa, OTAro-
LLIEHHOCTb B CEMENHOM aHaMHe3e Mo Tpu-
comun 21-in XpOMOCOMBI MO NNHUK MaTe-
py, y OoTUa ONpefensitoTcsa KNMHUYeckne
nposienenns LADD cuHgpoma (puc. 1).

MpobaHg |, manb4nk B Bo3pacte 10
net. Y npobaHga HabntogakTca Bblpa-
KEHHasi CYXOCTb KOXMW, aHOManusi 3y-
60B, wWUNoOBUAHbIE 3yObl, rMnonnasus
aManu U AeHTUMHA, MUKPOAOHTUS, BTO-
pvYHasi afeHTUsi BPEMEHHbIX MOMSIpOB
N BPOXOEHHas afeHTus 3adaTtka 3.5,
aHoManusi ywen, HU3KO MOCaXeHHble
ywn B popMe Yalleyku, ABYCTOPOHHSS
HelpoceHcopHas noTeps cryxa u runo-
nnasusa nansues obeunx pyk (puc. 2, a).

Puc. 1. PogocnoBHasi ceMbn C CUMHAPOMOM
LADD

Mpu wuccnepoBaHun y odTanbmornora
BbISIBIEH CMHAPOM CyXOro rnasa, Bpox-
[JeHHas aHoManusi pasBUTUS NpuMaaToy-
HOro annapaTta rnasa, aTpeausi CrnesHbliX
TOoYek BepxHero Beka. KT-npuaHaku aHo-
Manumn yrnuTkn 1 NonyKpy>XHbIX KaHanos
¢ 06enx CTopoH.

MpobaHay | Ha 3Tane KOMMMEKCHOW
peabunutauuy nposedeHa OPTOAOHTU-

yeckas KOppeKuusi CbEMHOW nnactu-
HOYHOW annapaTypoll MeXaHU4eCcKoro
OEeVCTBUSA Ha BEPXHEN YEntoCcTh C Lenbto
HopManusauum 3y60oB U OKKM3WUK, nog-
roToBKka K pecTaBpaumMnm MOCTOSHHbIX
3y60OB Ha BEPXHEW W HWXKHEW YenocTu
(puc. 2, 6). MaumeHT NpoxoauT neyeHne y
JIOP-Bpaua, cypgonora, HeBporora, og-
TanbMorsora 1 KIMHUYECKOro ncuxorora.

Puc. 2. MpobaHg | o neyerns (a) n Ha atane neyeHus (6)

a

Puc. 3. Mpob6aHg Il go neyerus (a) n nocne neveHust (6)



Puc. 4. MNMpo6aHg |ll go nevenns (a) n nocne nevenHus (6)

Y npobaHga |l, maneynka B BO3pac-
Te 12 net, HabngalTCA BblpaXeHHas
CYXOCTb KOXHbIX MOKPOBOB, aHOMarnus
3y00B U npuKkyca, MUKPOOOHTUS, TMo-
OOHTUS, WNMOBUAHbIE 3yObl, aHOManus
ylewn, nocaxeHHble ywmn B opme ya-
LLIEYKN, HEMPOCEHCOPHas NoTeps cryxa,
TYroyxocTb 3 CTEMEHU, BPOXAEHHbIN NO-
poK pa3BuTUS 0OOMX FNOKTEBLIX CycTa-
BOB, Jy4eNOKTEBOW CUHOCTO3, runonna-
3ua 1 nanbueB, orpaHMyeHa cynuHaums
N NpoHauus, BblpaXeHHee crne.a, YKO-
poyeHne AucTanbHbIX OTAENOB EBOW
pyKM, MIOCKOCTOMME, HOrTU Korteobpas-
Hble, pacTyT aHomarnbHoO (puc. 3, a). MNpu
nccneaoBaHMM y oranbmMornora BbisiB-
NeHbl CMHOPOM CYXOro rnasa, BpOX4eH-
Has aHOManus pasBUTUS NPUAATOYHOrO
annapara rnasa, aTtpesusi CnesHbIX To-
yek BepxHero Beka. KT-npuaHaku aHo-
Marnuu yrnmTKMA U NOMYKPY>KHbIX KaHanos
c 0b6eunx ctopoH. KoxneapHast umnnas-
Tauus He MnokasaHa BBMAY HeoopasBu-
TUS YIIUTKN.

Ha atanax koMnnekcHom MeamKo-co-
unanbHon peabunutauum y npobaHaa Il
¢ cuHgpomom LADD npoBegeHoO opTo-
OOHTNYECKoe NeYeHe CbeMHOM nnacTu-
HOYHOW annapaTypoi Ha BepXHen Yento-
CTV C LEeNbl HOpManu3auuy noroXeHnst
pesuUoB BEPXHEW YEnCTU B TeYeHue
LIEeCTN MeCsILEB U BOCCTAHOBIEHbI aHa-
TOMUYeCKne popmbl pe3LOB Ha BEPXHEN
yentoctn (puc. 3, 6). OpTogoHTNYeckoe
neyeHve npogorkaetcsa. Mpoxogut ne-

yeHne y JIOP-Bpaua, cypgonenarora u
ogranbmornora.

KnuHunyeckoe n peHTreHomnornyeckoe
nccnenosaHue 15-netHero npobanaa
onpeensoT Hanuuue aHoManuii nono-
XeHus 3y6OoB M MnpuKyca, LIMNOBUOHbIE
3y0Obl, MUKPOOOHTUM, AUCHYHKLIMN BUCOY-
HO-HVDKHEYENOCTHOro cycTaea, rmrnonna-
31N 3Manu U OeHTMHA, MHOXECTBEHHOro
kapueca (pvc. 4, a). I3 aHamHe3a: npo-
pesblBaHMEe BpeMEHHbIX 3yOOB HauyuHa-
nock ¢ 7 mecsiueB. Kpome TOro, Mmetrot-
Csl Takve o6LuMe NposiBreHns cMHapoma
LADD, kak Bblpa)keHHasi CyXOCTb KOXHbIX
NMOKPOBOB, AWCNNACTUYHbIE YLLIHbIE pPaKo-
BUHbI C 320CTPEHHbIM CKPYYEHHBIM BHY-
TPWU 3aBUTKOM, BPOXAEHHBIN MOPOK pas-
BUTUA KUCTEWN 1 Npeaniievnin BEPXHUX KO-
HeYyHoCTeln, 06eunx NOKTEBbLIX CyCTaBOB,
runonnasusa 1-2 nanbueB obenx Kucten
N Ny4YenoKTeBON [ABYCTOPOHHWUMA CUHO-
CT03, pa3rmbaTenbHasi KOHTpaKkTypa, CUH-
OPOM CyXOro rrnasa, BpoXXaeHHasi aHoma-
ns pasBUTUS NPUMOATOMHOrO annapara
rnasa, aTpeausi Crie3HbIX TOYEK BEPXHETO
BeKa M KOHOYKTUBHaA NoTeps cnyxa, Auc-
NpoONpopLMOHanbHOe  TEMNOCMNOXEHUE,
NIOCKOCTONUE, HOMTUM KOrTeobpasHble,
pactyT aHomarnbHo. KT-npu3Haku aHo-
Manuu yrnuTKN 1 NOIYKPYXXHbIX KaHanoB
c obewnx cTopoH (puc. 4, a). KoHcynbtu-
poBaHa B MI'L, Pb Ne1— HUM wnm. M.E.
Hwukonaesa B 2015 n 2024 rr. B 2024 r.
onepupoBaHa B uHctutyte IW. TypHepa
no NoBoAJYy KOPPUrMpYOLENn 0CTEOTOMUN

32026 [ AW =

KocTer nesoro npegnneybsi. MNpu aTOM
B 2019 r. npoBegeHa PeKOHCTPYKTUBHASA
BOCCT@HOBMUTEMbHAsi MracTu4eckas Xu-
pyprusi BPOXAEHHbIX aHOManuii YLIHbIX
paKoBUH

Mpobanay Il Ha aTane KOMMMEeKCHoW
peabunvitaumMnm npoBeaeHO OPTOAOHTU-
yecKkoe reyeHune, BOCCTAHOBIEHNE aHa-
TOMMYECKOWN hOPMbI MOCTOSIHHBIX PE3LIOB
Ha BepxHew yenctu. B gaHHoe Bpems
nauueHTKa NpoxXoauT NievYeHne y opTorne-
na-tpaBmatorora (puc. 4, 6).

CocTosiHMEe TUrMeHbl MonocTn pra y
npobanga | no depopoBa-BonogkuHom
oueHunBaeTcs kak 2,3 6anna, 4to nHTep-
NnpeTuMpyeTcst Kak HeyooBMneTBOpUTESb-
HbI ypoBeHb. [Npu atom y npobanaos
un |l nokasatenb rurMeHNYEecKoro CocTos-
HMsa nonoctu pta no MpuH-BepmunnvoHa
cocraenser 3,2 banna u xapakrepuasyer-
CS Kak nroxas rurueHa.

B uenom npoBegeHHbIE NeYeOHO-MPo-
dunakTuyeckne MeponpusTus aeTen-
cnbcoB opgHon cembu 10, 12, 15 ner,
3THNYECKUX SKYTOB, C cuHapomom LADD
UMEKT CBOW MNO3UTMBHbIE pE3yNnbTaThl,
KOTOpble CBsI3aHbl C TEM, 4YTO Yy npobaH-
pos Il n lll B nepuog copmmnpoBaHus
MOCTOSIHHOTO MpPUKyCca BOCCTaHOBIMEHbI
onTumaneHasa yHKUMOHanNbHaa ges-
TENbHOCTb 3yOOYENOCTHON CUCTEMBI, a
TaKke 3CTETUYECKME aCMNEKTbl BHELLUHErO
BMAa, yooBneTeBopsiowne TpeboBaHus
nauMeHToB U1 Ux pogutenen. Y npobanaa
| 10 neT B nepmog akTMBHOIO CMEHHOrO
npuKyca C y4eTOM BO3pacTHbIX OCODBEH-
HocTelr OydeT NPOAOIMKEHO OPTOOOHTU-
Yyeckoe fneveHve.

Mo gaHHBIM NpoBeAeHHOro UHGOpMa-
LIMOHHOrO Moucka B MUpe 3aperncTpupo-
BaHo Bcero 25 cnyyaeB cuHapoma LADD
N UX cepum 0BO0BLLEHBI KXKHOKOPENCKN-
mu nccnegosatenamu Y.H. Ryu, J. Kyun
Chae, J.W. Kim, S. Lee (2020), a B Poc-
CUW OnucaH OAWH KIMUHUYECKUIA cryyan y
nauMeHTKM paHHero Bo3pacta B 2022 .
Cvngpom LADD sBnsietca pegkum ay-
TOCOMHO-AOMUHAHTHLIM  FTE€HETUYECKUM
3aboneBaHNeM C pasnMYHON CTEMeHbH
pacnpocTpaHeHus aHomanuii. PaHee 3a-
PErMCTPUPOBaHHbIE CIlyyan YkasbiBanm
Ha pasnuyHble eHOTUNNYECKNE NPU3HA-
K1, BKIoYas gucmopdmam nuua, aHoma-
N MOYEMNONOBOW CUCTEMbI U MOYEK, XKe-
NYLOYHO-KULLEYHbIE CUMMNTOMBbI, NMOpaxe-
HWMe ckeneTa, nanbLUeB UM KOHEYHOCTEN,
abixatenbHbix nyTen. [Npu aTom B cembe
¢ cuHgpomom LADD B Kopee y nauneHTta
1 ero oTua BbISBNAMNUCH Taknue NpusHaku,
Kak KCepoCTOMUS, KPUMTOTUS W Hewnpo-
CEeHCOpHasi TYroyxoCTb, a TaKKe areHe3nc
OKOIOYLLHBIX CIMIOHHbBIX Xernes c OTCyT-
CTBUEM OTBEPCTMI MpoTOKOB CTeHCceHa,
Nnopokn pasBuTus 3yboB, KcepodTarnb-
MUS 1 KIMMHOOAKTUNNSA. B BbISIBNEHHbIX
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cnyyasx cuHgpoma LADD y npobaHzoB
N Nx cemen Gbinn obHapyXeHbl MyTauum
B reHax FGFR2, FGFR3 n FGF10.

3aknro4yeHue. [lpoBedeHHoe uccne-
[OBaHWe XxapakTepusyeT BrepBble Bbl-
sABNeHHbIM cuHapom LADD B ceMbe AKyT-
CKOW 3THMYECKOM nonynsauum ¢ Tpems
netbMyn — cubcamm YneHamum u3 oaHown
ceMbW, rae y AeTer U ux oTua yCTaHoB-
neHbl MecTHble U oOLliMe KIMHU4Yeckune
nposiBneHnsa. Ha atanax KOMMMeKCHoW
Meauko-coumnaneHon peabunurtaumm y
npo6angos I, Il ¢ cuHapomom LADD
NPOBEAEHHOE OpPTOAOHTUYECKOE feve-
HWEe Ha BepXHel YernocTy 3aBepLUeEHO C
y4eTOM (PYHKLIMOHANBHOIO 3CTETUYECKO-
ro ontumyma, y npobaHga | optodoH-
Tuyeckoe neyeHve Oyoer MpoAomKEHO
Janblle 0O BOCCTAHOBMNEHUS (DYHKUMIA
3y6o4entocTHON cucteMbl. B cBa3m ¢ Ha-
NMYNEM Y UITEHOB CEeMbW MONMCUCTEM-
HOro CUMMTOMOKOMMJIEKCa HeobXxoanmo
npoBeAeHNe JarnbHeuLero Meauko-re-
HETUYECKOr0 KOHCYNbTUPOBaHWUS B BO-
npocax nnaHupoBaHus ceMbu. MNpu aToM
MeCTHble nposiBneHuns cuHapoma LADD
ABNATCA hakTopamu pucka opMUpo-
BaHMS pPasBUTUS CTOMATOSNOMMYECKUX
3aboneBaHuii, 4TO onpegensier NocTo-
SIHHOE MOHWTOPMPOBaAHME U MpoBeae-
Hue neyebHO-NpodMNakTNYeCcKnx Mepo-
NPUATUNA.

OnncaHne [aHHOrO  KIMHUYECKOro
crny4vas paclimpseT CnekTp UMeLLmX-

CA CBEOEHUA B MUPOBOM MEOMLMHCKOMN
npaktuke o6 ynbsTpapeokom Hacnepn-
CTBEHHOM 3aboneBaHUM C ayTOCOMHO-
NOMUHaHTHbLIM TUMOM HacreaoBaHus.
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