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KnuHuko-3kcnepTHbIA cnyvyan npu covyeTaHUM Shecktor
cuiapomoB Cayna-BunbcoHa u PybunwirenHa-Teinbu

A.T. PsabokoHb, O.E. [lopoHuHa

aBHoe blopo MeauKo-coLmanbHoi 3KenepT3bl No JleHnHrpaackon obnactu, CaHkT-MeTepbypr, Poccuitckas ®epepauns

AHHOTALNA

CuwnpopoM Cayna—BunbcoHa, Kak M cMHAPOM PybuHLWITeMHa—Teidu, B COOTBETCTBUAM C COBPEMEHHOW KnaccuduKauuen
OTHOCAT K PeKWUM reHeTUYeckuM 6onesHaM. TaKk, Ha CErofHALLHUIA AeHb B IMTEPATYPHBIX UCTOUYHWMKAX UMEETCA OMUCaHUe
16 60MbHBIX U3 pa3HbIX CTpaH.

Insa cuuppomMa Cayna—BunbcoHa XapaKTepHbl COYETaHME HaHWU3Ma, NaToNorMW ASIMHHBIX TPYOUaTbIX KOCTEW, NO3BOHOY-
HWKa 1 OpraHa 3peHusi, TUMWYHBIE AM3MOpPdUYEcKue YepTbl CTPOEHUS JIULA W PEHTTEHOMOTMYECKVE LaHHbIe; LI CUHAPO-
Ma PybuHwTeinHa—Tenbu — pa3HoobpasHble MOPOKM cKeneTa (HW3KWUIA pocT, paclumMpenne danaHr nanbUeBs, NOMMAAKTUNINS
Ha Horax, gedopMauuMu nMuUa W Yepena, BbICOKOE apKOBMAHOE HEDO, M3MeHeHWe (OPMbl WU MONOXKEHUS YLUHBIX PaKOBWH,
pacLUMpeHHble hanaHr nanbLes, JIOPAO3, KUDO3, CKONKMO3), Kocornasue, aHoManuu pedpaKumm, HapyLLEHWs CO CTOPOHbI
BHYTPEHHUX OPraHOB, HAPYLUEHWUS UHTENNEKTYaNbHOTO U (PU3MYECKOT0 PasBUTHA.

B cTatbe npencraBneH CNOMHbIA KIMHUKO-3KCMEPTHBIA Clly4ai NMpU COYETaHUM LBYX FEHETUHECKMX DonesHeit — CuH-
apomoB Cayna—BunbcoHa v PybuHwiTenHa—Teilbun, TMMMYHBIMYU MPOSBAIEHNAMMW KOTOPbIX CTanu BUAMMbIE YepenHo-NuLeBble
AvcMopdinm, U3MEHEHUS CO CTOPOHbI KOCTHO-MBILLEYHOH CUCTEMbI B BUZE NPOrpeccupyloLLero ABYCTOPOHHEr0 KOKCapTPo3a,
HecTabunbHOCTW PYAHOr0 OTAEeNa NO3BOHOYHWKA, AedopMaummu CTOM, COMPOBOXAAILLMECS BbIPAXKEHHBIMU HapYLLIEHUAMM
HEPOMBILLIEYHBIX, CKENETHBIX U CTaTOAMHAMMYECKUX GYHKUMA. MHOrocUCTEMHOE MOpaXkeHUe opraHu3Ma Bbi3Bano 3aTpya-
HeHWe y CreuMannucToB Npu NPOBEAEHUM MeMKO-COLManbHOM IKCMEPTU3bl. YKasaHHble Ho3omoruyeckue GopMbl OTCYTCTBY-
10T B LEMCTBYIOLLMX KNACCUDUKALMAX U KPUTEPUSX YCTAHOBAEHUS MHBAMGHOCTU, B CBA3M C YEM KOJIMYECTBEHHAs OLEHKA
CTOMKMX QYHKLMOHANBHBIX HApYLIEHMIA NPOBOAMNIACE MHAMBUAYANbHO — MO HaNMYMI0 CTEMEHM BbIPAXEHHOCTU HapYLUEHHbIX
QYHKUMIA, UX COYETaHWIO M BMSHUIO ApYr Ha Jpyra.

lpMeHeHMe COBPEMEHHBIX METOLL0B AMArHOCTUKY, B TOM YMC/IE FEHETUMECKUX UCCNEA0BAHUMA, NPU HAcNeCTBEHHbIX 3a-
DoneBaHMAX MO3BONIAET HA PaHHEM 3Tane YCTaHOBUTbL AMarHo3, ONpefeNnuTb TaKTUKY BeleHUs LeTel € Lenblo obecnedyeHus
CBOEBPEMEHHOr0 NaToreHeTUYECKOro fleYeHns, B TOM YMCTie XUPYPrUYecKoro, NpeaynpexaeHns passuTus TAKENbIX 0CI0XK-
HeHUW, QYHKLMOHANbHBIX HapyLIeHWIA. Ycnexu MeAuUMHbI NO3BOMISKOT HE TOJbKO CYLLECTBEHHO YNYYLLIMTL KAuecTBO JKM3HM
3TOW KaTeropum AeTel, HO U YBEIMYUTb UX MPOACITKMTENBHOCTb XU3HU. TaK Kak B BOMBLUMHCTBE Cily4aeB HacneLCTBEHHbIE
3aboneBaHus C BOB/IEYEHWEM OMOPHO-ABUraTebHOrO annapara ConpoBOXAAIOTCA CTOMKUMM HapyLLeHUaMU GyHKLMIA opra-
HWU3Ma W NPUBOAAT K MHBANMAHOCTH, KNACCMBUKALIMM U KPUTEPUN YCTAHOBNIEHWUS MHBANMAHOCTU JOKHbI BKIIHOUATh KONMYe-
CTBEHHYIO OLIEHKY CTEMEHMN HapYLLEHHbIX GYHKLMIA NPYU BPOXAEHHBIX aHOMaNUAX U HAacieCTBEHHbIX 3ab0M1eBaHMSX.

KnioueBble cnoBa: cuHapom Cayna—BunbcoHa; cuHapom PybuHwTenHa—Teibun; MeanKo-couuanbHasa 3KCNepTU3a;
MHBaNWAHOCTb.
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Clinical expert case with a combination
of the Saul-Wilson and Rubinstein-Taybi syndromes

Anna G. Riabokon, Olga E. Doronina

The Main Bureau of Medical and Social Expertise in the Leningrad region, Saint-Petersburg, Russian Federation

ABSTRACT

Saul-Wilson syndrome, like Rubinstein—Taybi syndrome, is classified as a rare genetic disease according to modern clas-
sification. So, to date, there are descriptions of 16 patients from different countries in literary sources.

The Saul-Wilson syndrome is characterized by a combination of nanism, pathology of long tubular bones, the spine and
the organ of vision, typical dysmorphic facial features and radiological data; Rubinstein—Taybi syndrome has various skeletal
defects (low height, dilation of the phalanges of the fingers, polydactyly on the legs, deformities of the face and skull, high
arched palate, changes in the shape and position of the auricles, dilated phalanges of the fingers, lordosis, kyphosis, scoliosis),
strabismus, anomalies refraction, disorders of internal organs, disorders of intellectual and physical development.

The article presents a complex clinical and expert case with a combination of two genetic diseases — Saul-Wilson and
Rubinstein—Taybi syndromes, typical manifestations of which were visible craniofacial dysmorphia, changes in the muscu-
loskeletal system in the form of progressive bilateral coxarthrosis, instability of the thoracic spine, deformities of the feet,
accompanied by pronounced disorders of neuromuscular, skeletal and statodynamic functions. The multi-system lesion of the
body caused difficulties for specialists during the medical and social examination. These nosological forms are absent in the
current classifications and criteria for establishing disability, and therefore the quantitative assessment of persistent functional
disorders was carried out individually — according to the degree of severity of impaired functions, their combination and influ-
ence on each other.

The use of modern diagnostic methods, including genetic studies, in hereditary diseases allows to establish a diagnosis
at an early stage, to determine the tactics of managing children in order to ensure timely pathogenetic treatment, including
surgical, prevention of the development of severe complications, functional disorders. The successes of medicine can not only
significantly improve the quality of life of this category of children, but also increase their life expectancy. Since in most cases
hereditary diseases involving the musculoskeletal system are accompanied by persistent disorders of the body’s functions and
lead to disability, classifications and criteria for establishing disability should include a quantitative assessment of the degree
of impaired functions in congenital anomalies and hereditary diseases.
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BBEJEHUE

Cvnppom Cayna—BunbcoHa (MuKpouedanbHas octeonm-
CniacTMyecKas AMCMIasus) 0THOCUTCA K PeAKUM reHeTuye-
CKWM 60Ne3HAM, OTHECEHHBIM B COOTBETCTBUM C COBPEMEHHOIA
KnaccuduKaumeit K rpynne cKeneTHbIX Aucnnasuii (guenna-
3Uii TOHKMX KOCTel). B niuTepaTypHbIX MCTOYHMKAX MMeeTcs
onucanmne 16 6onbHbIX M3 pasHbIX CTpaH (M3 KX aBoe B Poc-
cuiickoit ®epepaumn) ¢ cuHapomoM Cayna—BunbcoHa, 00y-
C/IOB/IEHHBIM HYKNIEOTUAHON 3aMEHOW TyaHWHA Ha LMTO3MH
UK afeHuH B nonoxennn 1546 B reHe COG4, npuBoasLeit
K 3aMeHe IIMUMHa Ha aprHWH B NosioXeHun 516 benkosoii
Monekynbl [1-3]. YcTaHoBNEHO, YTO OCHOBHbIE KITMHUYECKME
NposABNIEHNS 3a601EBaHMS XapaKTEPU3YIOTCA COYETAHUEM Ha-
HW3Ma, NaToNoruu JJIMHHBIX TPYOUaThIX KOCTEH, NO3BOHOY-
HWKa W opraHa 3peHus. AHanu3 0cobEHHOCTEN KIIMHUYECKUX
MPOSIBNEHUI Y BOMBHBIX, ONMCaHHbIX B IUTepaType, NoKasan
TUNUYHBbIE LU3MOPQUUYECKUE YepTbl CTPOEHMSA NULLA U PEHT-
rEeHOMOMMYeCKNe faHHbIe.

CvHppoM PybuHwTenHa—Teilbn — reHeTUYeCKU reTepo-
FeHHoe HacneAcTBeHHoe 3aboneBaHWe, KOTOpoe COMpOBO-
AQETCA HapYLIEHUAMM UHTEEKTYaNbHOM0 U GU3NYECKOro
pa3BUTMS, pa3HO0bPa3HbIMU MOPOKaMM CKeNleTa U LpyruMu
nopokamu pa3sutia [4]. CuMNTOMaMK 3TOro COCTOAHUA AB-
NAOTCA HU3KUIA POCT, paclumpenne danaHr nanbLeB, NOMu-
LAKTUNUA Ha Horax, pedopMaumn nmua u yepena (MUKpo-
unn bpaxuuedanus, paclumpeHue nepeHoCcUUbl, 3MUKaHT,
K/TIOBOBMAHbIN HOC), BbICOKOE apKOBUAHOE HEDO, N3MeHeHMe
(OpPMbI U MONOXKEHUA YIUHBIX PAKOBMH, paclUMpeHHble da-
NaHr nanbLeB, NopAo3, kudos, CKONMO3, Kocoriasume, aHo-
Manuu pedpakumm, yMCTBEHHas 0TCTaNOoCTb, pa3HoobpasHble
HapyLLUEHMS CO CTOPOHbI BHYTPEHHMX OpraHoB.

PesynbTathl Hallero KAMHUYecKoro HabmoneHus npep-
CTaBNIAOT MHTEPEC B CBA3M C PeAKOM BCTPEYAEMOCTbiO
W COYETAEMOCTb0 MATON0MMIA, CIIOKHOCTBIO OLEHKW BYHKUM-
OHarnbHbIX HapYLIEHWI KaK y AeTel, TaK U y B3pOCHbIX, OT-
CYTCTBMEM 3KCMEPTHbIX MOAXOAOB B MPaKTUKE MeUKO-COo-
LManbHOM 3KCMEepTU3bI.

OMUCAHWUE KJTMHUYECKOIO CJTYHAA

MaumenTka L., 18 net, cTpajaioLias coyeTaHneM ABYX
FEHETMYECKUX CUHOPOMOB, HanpaBfieHa Ha MeAWKO-CoLy-
anbHyto aKkcneptusy B 2021 r. no AOCTUMKEHUM COBEpLUEH-
HoMeTuS.

13 aHaMHe3a 13BeCTHO, YTO 1eBOYKA POAMach HefOHO-
LUEHHOW OT BTOPbIX NPEXAEBPEMEHHBIX CTPEMUTESbHBIX PO-
£0B (MaTb yMepna B poax), umena Maccy tena 1950 r, anvny
Tena 42 cM; ¢ poxaeHus oTctaBana B pocte. B nepsbii rog
JKM3HM KOHCYNbTUPOBAHA FeHETUKOM N0 MOBOAY 3afEPHKH
POCTa, BPOXEHHOW ABYCTOPOHHE! BapycHoW AedopMaumnmn
cTon.

Mo pesynbTaTaM reHeTMYECKOro 0bcneaoBaHNUs ycTaHoB-
neH pmarHo3: Cungpom PybuHwTenHa—Tenbu ¢ HenonHou
3JKCMPECCUBHOCTLIO reHa. B aBa ropa npoBefeHbl onepaumm
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MeuKo-coLmansHana 3KCMnepTmn3an peaéwﬂwaum

3auenuHa-LlTypMaHa Ha cTonax 1 rofieHsX no NoBOAY BPOX-
AEHHOW ABYCTOPOHHEH KOCOanocTu.

KaTeropus «pebEHOK-MHBaNUA» YCTaHOBEHa C 3-neT-
Hero Bo3pacTa o 18 neT Ha ocHoBaHWM gmarHosa: «Hus-
KOpOCNOCTb TSIKENOW CTEMEHU B CTPYKTYpe TeHEeTMYeCcKoM
naronoruu (NpuMopamanbHbli 0CTE0AUCNIACTUYECKWI Bap-
¢u3M, TN 2). BolpaxeHHas cnoxHas aedopMaumnsa obenx
cTon mocse onepaTtuBHoro nevenus ot 26.07.2004 cnesa,
ot 08.10.2004 cnpaBa. Kokcaptpo3. CKonno3 rpyAonoscHNY-
HOro oTAena Nno3BoHOYHMKA. MeTadusapHas cnoHaunoau-
cnnasus. Octeonopo3s cMellaHHoro reHesa. Pacxopsiieecs
HernocTosHHOe anbTepHUpyloLLee Kocornasue. BpoxaéHHas
30HyNSpHasA KaTapaKTay.

B TeyeHne 15 net naumeHTKa perynspHo Habnwoganach
3H[0KPUHONIOrOM, TEHETUKOM, MEepUOLMYecku obcnefoBa-
nacb B 3HLOKPUHOMOMMYECKOM OTLLENIEHWM rOCyapCTBEHHO-
ro neAMaTpUYecKoro MeauuMHcKoro yHusepcuteta (Orb0Y
BO «CaHkT-IleTepbyprckuii rocyaapcTBeHHbIN NeguaTpuye-
CKUIA MeoMUMHCKUIA yHuBepcuTeT», ®IB0Y BO Cro IMMY).
B 2007 r. no pesynbTaTaM 3XxoKapaMorpaum BbiSIBNIEHD
OTKPbITOE OBaNlbHOE OKHO U [BE JIOXKHblE XOpAbl B JIEBOM
XKenyfo4Ke; NaToNiormyecknx ToKoB Kpou HeT. B 2011 .
UCKJTIOYEHbl COMATOTPONHasA HeLOoCTaTo4YHOCTb M 3aboneBa-
HUS LLMTOBMIHOM ene3bl. B 2016 r. npoBeéH Kypc ropmo-
Ha pocta (PactaH) B pocT-ctumynupyoien no3e 0,05 Mr/kr
B TeYeHWe 6 Mec, 04HaKo B pocTe He npubasuna. Mo gaHHbIM
PeHTreHorpadu4ecKoro UccieL0BaHNUA 30HbI POCTa 3aKPbIThI,
YPOBEHb MHCYNIMHONOA06HOro dakTopa pocta 1 Bbiwe 50-i
NepLeHTUW; AanbHeLwas Tepanus ropMOHOM pocTa Npu3Ha-
Ha HeLenecoobpasHoii.

B 2019 r. B ®IBHY «MeauKo-reHeTMYECKUA HayYHbIi
LeHTp UMeHM akagemuka H.I. BoukoBa» (Mockea) npoBe-
[EHO FeHeTUYeCKoe UCCNef0BaHWe, Mo pesynbTaTaM CexBe-
HupoBanus [HK (cekBeHMpoBaHME KIMHMYECKOr0 3K30Ma)
BbiiBNeHa MyTaums B reHe COG4 B reTepo3vroTHOM COCTOS-
HWK. YcTaHoBNeH auarHos: «CkeneTHas aucnnasus, CUHAPOM
Cayna—BunbcoHa (OMIM 618150)».

bonbHasa KoHcynbTMpoBaHa B 2020 r. B ®I'BY «Hauuo-
HaNbHbIN MeUUMHCKWUIA UCCNe0BaTeNbCKUN LIEHTP LeTCKOM
TpaBMatonoruu u optoneauu umenn 1. TypHepa» (CaHKT-
MeTepbypr) ¢ AuarHo3oM: «[lBYCTOPOHHWIA KOKCapTopo3
Il cT., noaBbIBUX Beppa. [IBYyCTOPOHHSA KOCONMAnocTb, CO-
CTOSHUE NOCNIe XMPYPrUYECKOro feveHus». 3aKiueHune:
MOKasaHo WHAMBMAYaNbHOE 3HLOMPOTE3UpoBaHue Ta3obe-
OPEHHbIX CYCTaBOB, TaK KaK ToTaNbHOe 3HL0MPOTe3MpoBa-
HWe Ta300efpeHHbIX CYCTaBOB CTaHAAPTHbIMW MUMMaHTa-
Tamu HEBO3MOXHO M3-3a pa3MepoB KaHanoB befpeHHbIX
KoCTeMn.

C 13.02.2020 no 26.02.2020 Haxoaunacb Ha niaHoBOM
CcTauMoHapHoM 06cnefoBaHUU B 3HAOKPUHOIOTMYECKOM OT-
nenequn OTBOY BO Cr6 MMMY.

Mpun noctynnenumn B Bo3pacte 17 net: poct 99 cM, Bec
22 Kr, nHaexc Maccel Tena (MMT) 22,4 kr/m. ObpallatoT BHU-
MaHWe MHO}KECTBEHHbIE aHOMaNMKN PasBUTUS, HAHU3M, TSKE-
nas pedopMaums rpyaonosACHUYHOTO OTAENA NO3BOHOYHUKA.
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lonoBsoe pa3ssuTue no TaHHepy, MeHcTpyauun ¢ 2016 1., He-
perynsipHble. 13 nabopaTopHbix MoKasatenei 0TMeyanochb
cHmkeHne 25-0H ButamuH D (25 Hr/mn), nosbiweHue fio-
TeUHM3upyloLero ropMoHa (32,68 MME/n). [laHHbIX 3a Ha-
pyLIeHWe YrneBOAHOro obMeHa, MaTonoruio LWMTOBULHOM
Xenesbl HeT.

Mo faHHBIM MHCTPYMEHTAMBHOTO UCCNEA0BaHUS:

* peHTreHorpamma TasobeapeHHbIx cyctasos 22.02.2018:
B MPAMOMN NPOEKLUMM Ha GOHEe CUCTEMHOrO M3MeHe-
HUA KOCTHOW CTPYKTYpPbl MO TWMY OCTeoAMCniasuu
0TMeyaeTcA HenpaBUNIbHO CHOPMUPOBAHHBIE KPbILLM
BEPTI/Ty*KHBIX BMaguH ¢ 06enx CTOpOH, CycTaBHble Mo-
BEPXHOCTU KpbILL BEPTITYHKHBIX BMAAWH C NpU3HaKaMm
cybxoHOpanbHOro cknepo3upoBaHuA. CooTHOLLEHUA
B CycTaBax HapyLueHbl ¢ 0beux cTopoH. [onoBku be-
OPEHHBIX KoCTen [edopMUpOBaHbl, YMOLLEHbI; Ha
doHe 06LLiero Nopo3a BCeX KOCTel 0TMEYaloTCA yyacT-
KW NPOCBET/IEHWA N0 TUMY KMCTO3HON NEpPecTpoVKM B
ronoBKax 6egpeHHbIX KocTen ¢ 0benx ctopoH. Lelikm
beapeHHbIX KocTel yKopoueHbl. KopTyKanbHbIA Cnon
obenx beapeHHbIX KocTelr YTONLWEH paBHOMepHo. 06e
benpeHHble KocTW poTupoBaHbl. beppenHble, nop-
B3[IOLUHbIE, NOHHbIE KOCTW PE3KO WCTOHYEHBI; NOPO3
BCeX KocTeil. Bbicota Tenl N03BOHKOB B MOSCHUYHOM
OTAEeNe CHUMKEHA PaBHOMEPHO C GOpMMpOBaHUEM Je-
dopmaumi; ot 15.01.2021: cycTaBHble LLEAW CyKeHbl,
nedopMaumaA v Kpaesble 0cTe0dMTbI HeapeHHbIX Ko-
CTeN C NoABbIBUXOM KBEPXY MpaBoro bedpa, Hesapa-
LLlEHWEe NOHHO-CefANNLLHOMO COUNIEHEHUS;

+ peHTtreHorpa¢ua obemx Kucten ot 07.02.2020: B
NPAMOIA NPOEKLMM ONpeLensioTcA YNjoTHeHUe ana-
$U30B NACTHLIX KOCTEN M QanaHr nanbLeB Ha ¢oHe
nx gedopmaumm 1 nepuepmnyecKoro o0cTeonoposa;
CYXKeHMe CYCTaBHbIX LUeNen MACTHO-(anaHrosbIX
MerK(panaHroBbIX CyCTaBOB C YN/I0LLEHUEM CYCTaBHbIX
KOHLIOB; y3ypbl AeOpMUPOBaAHHBIX FOMIOBOK MACTHbIX
KOCTEM M NpOKCUMAanbHbIX $anaHr nanbLes; oTCyT-
cTByeT GopMMpoBaHue OUaduU30B HOTTEBLIX (anaHr
NATbIX NanbLeB 06enx KUCTEN. 3aKniYeHWe: 0CTeo-
XOHAponaTU4eckan aucnnasua 0benx KucTew, octe-
0Mopo3, apTPo3 MENKMX CYCTaBOB KUCTEW;

¢ MarHWTHo-pe3oHaHcHaa Ttomorpagua (MPT) no-
ACHWYHO-KPECTLOBOr0 OTAeNla MO3BOHOYHMKA OT
21.02.2020: nepegHAA KAnHoBmaHocTb Tena L1 mo-
3BOHKa; MP-npu3Haku fereHepaTMBHbIX U3MEHEHUN
MOACHWYHOr0 OTAENA NO3BOHOYHMKA C HapYLIEHWEM
CTaTMKM: OCTEOXOHAPO3, [op3albHble MPOTPy3uM
auckoB L-2, L2-3, L4-5, gop3anbHble rpbiKuU guc-
KoB L3-4, L5-S1, MHOMKecTBeHHbIe rpbixu LLMopns.
S-06pasHbIi KUPOCKONMO3 | CT. rpyaHOro M NOACHWY-
HOro OTAEN0B NO3BOHOYHMKA. [lepeHAA KNMHOBUA-
HocTb Tena L1 no3BoHKa. Henb3A UCKNIoUNTb BapuaHT
CTPOEHWA [Iyr MO3BOHKOB U UX OTPOCTKOB;

* PEHTreHorpamMMa rpygHoro M MoACHUYHOrO OTAENOB
no3BoHoYHMKa oT 21.01.2021: onpepgensaeTca aHoMa-
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nnA pasBuUTUA ¢ gedopMaLiMeinn NO3BOHKOB, Ha (oHe
S-06pa3HOro MCKpMBNEHWA MNO3BOHOYHMKA B Th5
yrnom 10,6°, B L3 — 17,9°, ycunenue Kuposa yrinom
45,7°. 3aknioueHne: S-06pasHbin Kndockonmos | cr.
FPYOHOTO M MOACHUYHOrO OTHAENOB MO3BOHOYHMKA,
aHOManuA pasBuTuA;

 peHTreHorpaduA KOMEHHOro CycTaBa B [ABYX CTaH-

BapTHbIX npoekumax ot 15.01.2021: Ha peHTreHo-
rpaMMax KOJIEHHbIX CyCTaBOB OMpeRenAwTCA aHo-
ManbHaA acMMMETpUA PasBUTMA MbIlLenkoB beadpa
W YNNOLLEHNE MbILLENKOB 60MbluebepLoBbIX KOCTew,
CrNarKMBaHUE MEMMBILLENKOBbIX BO3BbILUEHWUH, aHO-
ManbHaA fedopMauua rofoBoK ManobepLoBbiX Ko-
cTew;

 peHTreHorpadua cTonbl C HarpysKon B OOKOBOM M

npAMon (nopoLuBeHHoM) npoekumm ot 15.01.2021: Ha
peHTreHorpaMMax 0beux CTon ¢ HarpysKoii onpegens-
€TCA aHOManuA pasBUTUA KOCTEW CTOMbI BCIeACTBUE
HapyLLeHNA MUHepanbHOro 06MeHa M AMcriasuu.
OnpepensatoTtca gedopMauusa KocTeid NpeansiocH.l,
HapylleHne ux GopMbl U CTPYKTYpbl, AedopMauums
MOCHEBBIX KOCTEM WM danaHr B BUOE UX YKOpoue-
HWA, CKNepo3a Auadm30B M B3LYTUA INUPU3APHBIX
KoHuoB. CocToAHMe nocie onepauumn No KOppeKLmm
KoconanocTu. BapycHas nedopMauma obenx cron Ha
doHe nonepeyHoro naockocTonmA obemnx cron. Boico-
Ta cBofa npasou cTonbl 7,3 MM, neBont — 11,7 MM.
BenunumuHa yrna npogonsHoro cesofa npaBoM CTOMb
164°, neBon — 151°, uto coOTBETCTBYET NPOAONBHO-
MY MSIOCKOCTOMNMIO 3-1 CTEneHu.

B HanmpaBneHWM Ha MeAMKO-COLMaNbHYK 3KCNepTy-
3y (MC3; dopma 088/y) ykasaH amarHo3: «Huskopocnoctb
TSOKENOW CTEMEHW B CTPYKTYpe reHeTMYeCKOM NaTosiorvm
(NpuMopaManbHbIA ocTeONNacTUYeCKUiA aBapdu3M, Tvn 2;
cuHapoM Cayna—BunbcoHa; cuHapoM PybuHwTenHa—Teibu;
CKeneTHas aucnnasus). JIokanbHbli KNG o3 rpyaonosicHUYHO-
ro oTzena no3BoHoYHMKA. OCcTeonopo3 cMeLLaHHOro reHesa.
[lBycTOpoHHMIA KokcapTpo3 Il cT., noaBbIBKX beppa. Bapyc-
Has yCcTaHOBKa CTon. [lBYCTOPOHHASA KOCONANOCTb, COCTOSHME
nocne XMpypru4eckoro fleyeHus. [1ByCTOPOHHSS OCHOKHEH-
HaA KaTtapakTa. CoapyxecTBeHHOE pacxofsLueecs anbTepHu-
pytoLLee Kocornasue. [lucMeHopes CMeLLaHHOro xapaKTepay.

MaumeHTtka L. okoHumna 9 knaccoB obwieobpa3oBa-
TeNIbHOM LUKOAbI, MEPUOAUYECKW 0Bydyanach AMCTAHLMOHHO
Ha aomy. C 2019 r. obydaeTca B arponpOMbILLIEHHOM TeX-
HWKyMe 1o npodeccumn «noBap». W3 npeaocTaBneHHon xa-
pakTepucTukn (oKTa0pb 2020 r.): Ha 3aHATUAX HaXOAMMach
no 2 yaca, A0NTO He Morna cUAeThb 3a CreLuanu3MpoBaHHoM
NapToii, Ha MPaKTUYECKUX 3aHATUSAX BbINOJIHANA TOMBKO Ha-
Ppe3Ky OBOLLEI C TPYA,0M, CaMOCTOATENIbHO MOJHATLCS U Cny-
cTUTLCA B Nabopatoputo He Morna; ¢ cenTabpsa 2020 r. nepe-
BeAeHa Ha JUCTaHUMOHHOE 0byueHwme.

3aK/oyeHne NCUX00ro-MeauKo-Nefarornyeckon Ko-
muccum ot 27.10.2020: umetotca aeduumTapHoe NCUXMYecKoe
pa3BUTME NPU HapYLLEHWUM OMOPHO-ABUraTe/bHOro annapara,
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CpeLHWN YPOBEHb MO3HABATENIbHOW aKTUBHOCTH; PEYEBbIX Ha-
PYLLEHUA He BbISIBEHO; HYXXAAETCA B CO3AaHWM Creumanb-
HbIX YCNOBUW ANS NOAY4YEHNs 00pa3oBaHms; PeKOMEHA0BaHa
nporpamma cpefiHero npodeccuoHanbHoro obpasoBaHus,
ajlanTupoBaHHasa Ans obyyaloWwuxcs ¢ HapyLUeHUsMK onop-
HO-JBUraTeslbHOro annapara.

Mpyn ocBUAETENLCTBOBAHUM HONbHAsA NpeLbABAANA Xaro-
bbl Ha 6om B 060MX Ta306eAPEHHBIX U KOJEHHBIX CYCTaBaXx,
pe3Koe OrpaHuueHue ABUMKEHMIA B Ta306epeHHbIX CycTaBax,
60nM B NOACHUYHOM OTAENE MO3BOHOYHMKA, BBICTPYIO ycTa-
J10CTb, BbIPAXEHHYI0 XPOMOTY Npu Xoabbe.

Mpu 0bbeKTMBHOM ocMoTpe: pocT 99 M, Bec 22 kr, UMT
22,4 Kr/M. Jlnuo no tmny «nTUYbero»: OONBLLOA HOC C 3a-
THYTBIM KOHYMKOM, BOJbLLON BbINMYKIbIM 106, MUKPOCTOMMS,
MWUKpPOrHaTusi, TOHKWE rybbl, HU3KOPACNONOMKEHHBIE YLIHbIE
PaKOBMHbI; KOPOTKas Lies, bpaxupakTuius ¢ NNacTUHOM,
BapyCHble CTOMbI C M3MEHEHHOI NanbLeBoi ayroi. KoxHble
MOKpoBbl 611eJHO-PO30BbIE, LUMTOBMAHAS Xefie3a He nab-
nupyetcs. ToHbl CepAua ficHble, pUTMMUHble. YactoTa cep-
AeYHbIX COKpalleHuit 90/MuH, apTepuanbHoe AaBneHue
110/70 MM pT.cT. }KMBOT MSATKWUN, HECKONBKO YBENIMYEH, Ne-
YeHb y Kpas pebepHon ayru.

BbipaxkeHHas runonnasus Bcex KOHEYHOCTEN, ABUMKEHUSA
B MNIeYeBbIX, JIOKTEBIX, IY4E3aNACTHBIX CycTaBaX, Mexda-
NaHroBbIX CYCTaBaX NasibLEeB KUCTEH NpaKTMYecKu B non-
HoM obbéMe. Onpepensietca Hebonbluas naTonorMyecKas
MOJBMXHOCTb B JIOKTEBbIX cycTaBax. B obnactu obenx cton
nocneonepaunoHHble pybubl Mo HOKOBbIM MOBEPXHOCTAM
be3 BocnaneHus. [IBMKEHMS B rONEHOCTOMHBIX CyCTaBax
He orpaHuyeHbl. B 061acTu KoneHHbIX CycTaBoB BbIMOTa HET.
06bEM ABMMKEHWI B KONEHHbIX cycTaBax 180—75°. bonblume
BEPTENbI C ABYX CTOPOH CMelLLeHbl KBepxy. 06bEM aBMMKEHUI
B Ta306eapeHHbIx cyctaBax 165-170-90°. OtBeneHue obenx
6enep 3-5°. HapyxHas n BHyTpeHHAs poTaums oboux 6eaep
OTCYTCTBYET. XOAMT 04eHb MEAJIEHHO, C BbIPaXKEHHOW Xpo-
MOTO/ Ha 06e Horu («yTWHas» NOX0AKa). BblpaxeHHbIN Ku-
(03 rpynHoro oTAena no3BOHOYHUKA C TMNOTPOGUEN MBILLILL.
B ocHoBHOM nepepBuraeTcs B Npefenax KBapTUpbl, Ha yuLy
NPaKTUYECKM He BbIXOAMT U3-3a OrpaHUYeHUI Npu NepeaBHU-
YKEHWM, BbIHYXIEHA oCTaHaBnMBaThcs Kawable 10-20 m.

Co3HaHWe sicHoe, NPaBUSIHO OPWEHTMPOBaHa B MECTE,
BPEMeHW U coBCTBEHHOM nyHOCTW. Peub coxpaHeHa. nas-
Hble Wwenu S=D, 3pauyku cpefHeN BeNMYMHBI, paBHble, HOTO-
peakuus coxpaHeHa, HucTarMa Het. KopHeanbHblii pednekc
JUBOW C 06emx cTopoH. [IBuxeHUs rnasHbix 60K B NONHOM
06BEMe. JMLo cuMMeTpUYHOE, A3bIK M0 CPeSHeN IMHWK, Fo-
TOYHbIN pedneKc XMBOI ¢ 0benx CTOPOH; roTaHue, hoHaums
He HapyLeHbl. TOHYC MbIWL COXPaHEH, rnybokue pednek-
Cbl C KOHeYHocTel S=D, cpefiHel XMUBOCTW; NaTONOrMYECKNE
3HaKW 0TpuLaTeNbHbIE; YYBCTBUTENIBHOCTL COXpaHEHa; cuna
MBILLL, B KOHEYHOCTSX 5 6annoB. MeHuHreanbHble 3HaKK
He BbI3biBaloTCA. B mose PoMbepra ycroitumBa; nanbLeHo-
COBYI0, MATOYHO-KONEHHYI0 MPOBY BLINOMHSAET MPaBUIBHO.
Ounsnonormyeckve oTNpPaBAEHNS KOHTPONUpYET.

[narHo3: Kog no MKB-10 Q77.8.
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CkeneTHas gucnnasua — cuHgpom Cayna—BunbcoHa.
CuHppoM PybuHwTeitHa—Teitbu. HuskopocnocTb TAXENONH
CTENEHU B CTPYKTYPE FeHETUYECKOW NaTonorum. S-obpasHblii
KnbOCKONMO3 rPyAHOT0 M MOSAICHUYHOTO OTAEN0B NO3BOHOY-
HWKa | cTagum; aHoManus passuTus. [IByCTOpPOHHMIA gucnna-
CTUYecKui KokcapTpo3 lIl ctapum; cToliKas pasrmbatenbHo-
NPUBOASALLANA KOHTPaKTypa 060Mx Ta3obeapeHHbIX CyCTaBoB;
[OBYCTOPOHHUIA noaBbIBKX beapa, H Il ctenenu. [1BycTopoH-
HAA KOCONanocTb, BapycHas YCTaHOBKa CTon, onepaums 3a-
uenuHa—LUTypMa Ha HUXKHUX KoHeuHocTsx oT 2004 r.

CTolKue BbIpaXKEHHbIE HapYLUEHUS HEeHPOMBILLEYHbIX,
CKeNETHbIX M CBA3AHHBIX C ABWKEHWEM (CTaTOANHAMUYECKNX)
(DYHKUMIA.

[IByCTOPOHHSAS 0CNOXHEHHAsA KaTapaKTa, COAPYKEeCTBEH-
HOe pacxopsLLeecs anbTepHUpPYIOLLEe KOCOrnasue, runepme-
Tponus cpepHen ctenenn OU (oba rnasa). Vis ¢/k 0D (npaBbin
rnas) +5,0 D=0,4; 0S (neBbin rnas) +5,0 D=0,4. Croiikue He-
3HaUMUTENbHBIE HApYLLIEHUA CEHCOPHBIX GYHKLMIA (3peHue).

ObCYXOEHWUE

B [BaHHOM KJMHUKO-3KCMEPTHOM Cly4ae MpeACcTaBeHo
COYETaHWE pefKUX FeHeTMYecKUX 3aboneBaHwil (CKeneTHoi
aucnnasum) — cuiapomMos Cayna—BunbcoHa u PybuHwiTeit-
Ha-Teibyn, TUNUYHBIMM NPOSABNEHUAMU KOTOPbIX SBUIIUCH
BUOMMbIE YeperHo-NnueBble AMCMOpGduM, U3MEHEHUS COo
CTOPOHbI KOCTHO-MBILLEYHOI CUCTEMBI B BUAE NPOrpeccupy-
IOLLero ABYCTOPOHHEro KokcapTposa Il cT., HecTabunbHocTH
rPyAHOro oTAena no3BOHOYHMKA, AedopMauum cTon, conpo-
BOXXAKLLMECS BbIPAKEHHBIMU HAPYLLIEHUAMU HEMPOMBILLIEY-
HbIX, CKENETHBIX U CBA3aHHbIX C ABUXEHUEM (CTaTOLMHAMMU-
yecknx) dyHKumi. Mocne 3aKpbITMA 30H pocTa COLMaNbHO
3HaUYMMBIi POCT He JOCTUIHYT, HU3KOPOC/IOCTb OLEHUBAETCS
KaK BbIpaxeHHas.. [IpOrHo3 KaKk KIMHUYECKUH, TaK 1 peabu-
JTALMOHHBIN HEBNAronpuUsTHBIN.

Mo goctmxenun 18 neT B xode NpoBeAeHWs MedMKO-
COLManbHOM 3KCNepTU3bl BO3HWKIW TPYLHOCTM B MPUHATAN
3KCMEPTHOTO PeLLeHms, T.K. B npunoxeHun N° 1 K gencTeyto-
weMy lMpukasy MuHucTepcTBa TpyAa W COLMANbHOM 3aLLMTI
P® ot 27 aBrycta 2019 r. N2 585H He npenycMoTpeHa Ko-
JIMYeCTBEHHAs OLEHKA CTEMeHW BbIPAXXEHHOCTW HapyLUeHWI
BCNEACTBUE HACNeLCTBEHHbIX (FEHETUYECKUX) 3aboneBaHuil
(mmcnnaswui) [5]. B 3Toi cBsi3n B cOOTBETCTBMM C N. 5 pasae-
na Il (Knaccudmraumm n kputepum), «CTeneHb BbIPaXEHHOCTH
CTOMKWX HapyLLEHWiA B MPOLIEHTHOM BbIPaXXEHUU YCTaHaBIW-
BAETCA WUCXOLASA U3 KIMHWKO-(QYHKUMOHANBHOW XapaKTepu-
CTUKM 3aboneBaHWii, XapaKTepa M TAXECTU OCNOMHEHWH,
CTaguu, TeYeHUs W NPOrHo3a MaTosloruyecKoro npoLecca.
B npunoxenun N¢ 2 Mpukasa Muntpyaa Poccum N® 585H
B N. 4.5 coobLuyaetcs, YTo NPK HacNeCTBEHHbIX CUHAPOMAX
C HU3KOPOCNOCTLIO Y AeTel B BospacTe 14—17 net Kateropus
«peBEHOK-UHBANMAy» YCTaHaBNMBAETCA NOCIIE 3aKpPbITHA 30H
pocTa € Y4ETOM BbIPaXKEHHOCTW HU3KOPOCNOCTU M HapyLue-
HWI DYHKLMN OpraHoB U CUCTEM OpraHU3Ma, KoNIMJecTBEeHHas
oUeHKa Konebnetcs B npegenax 40-80%.
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B cBA3n ¢ HannumeM y 60NBHON CTOMKMX BbIPAXKEHHbIX
HapyLUEHUIA HEWPOMBILLEYHBIX, CKENETHbIX W CBSA3aHHbIX
C ABMKEHMEM (CTaToAMHaMMYeCKUX) BYHKUMiA (70%), a Taroke
He3HaUUTeNbHbIX HAPYLUEHW CEHCOPHBIX QYHKLMIA (3peHus),
NPUBOASALLMX K OrpaHUYEHUsIM cnocobHOCTU K nepepBuke-
HUIO 2-W CTeneHu, cnocobHoCTH K obyyeHnto 2-1 CTeneHw,
CrocoBHOCTM K TPYAOBOW AEATENbHOCTU 2-W CTeneHu, cno-
cobHoCTU K caMoobcnyxmBaHWi 1-1 CTeneHun, naumeHTKe
ycraHosneHa Il rpynna uHeanugHocTy.

NMetoTcA 0CHOBaHMS 1S YCTAHOBNEHUA NPUYMHBI MHBA-
JIMQHOCTYA «MHBANWHOCTb C AeTCTBa» B COOTBETCTBMM C M. /
Mpuka3a Muntpyaa Poccum ot 28.11.2019 N2 742H «06 y1-
BepkaeHwM [MopsAnKa yCTaHOBNEHUS MPUYMH MHBANMAHOCTU.
WHBanupHocTb ycTaHoBneHa 6e3 cpoka nepeocBUAeTeNb-
cTBOBaHMA cornacHo n. 13 pasgena Il MocraHosnenus [Npa-
ButenbcTea Poccuiickon ®epepaumu ot 20 depans 2006 r.
Ne 95 [6].

B Liensix KoMNeHcaLmy orpaHUIEHNIA U3HELeATENBHOCTU
pa3paboTaHa MHAMBUMAYanbHas nporpamma peabunutaumm
U abunuTaumm MHBanMAa, B KOTOPYH BKJIOYEHbI PEKOMEH-
Aauuv No MeSMULMHCKON peabunutaumy, CO3AaHNI0 YCIoBUiA
ANs nony4eHns npodeccmoHanbHoro 0bpasoBanus, npodec-
CMOHanbHOM peabunutaumum (coaencTeme B TPYA0YCTPOCTBE
W cOo3AaHue cneumanbHoro paboyero MecTa), a Takxe onpe-
AeneHa noTpebHOCTb B TEXHUYECKMX CpeacTBax peabunuta-
UMM (Wwaratolme XoLyHKM, KPecno-KonscKa NporynoyHas,
Kpecno-CTyJl C CaHUTapHbIM OCHALLEHWeM, CIIoXKHas opTone-
AvdecKas 0byBb, opToneauydeckue bpioku) [7].

YuuTbiBas nonyyeHne cpegHero npodeccMoHanbHoro 0b-
pa3oBaHWsa Mo npodeccum (cneumanbHOCTL) «NoBap», Noso-
JUTENbHYI0 TPYL0BYI0 HaNpaBNieHHOCTb OONBHOM, TpyaoBas
LeATeNbHOCTb BO3MOXKHA NpU CO3LaHUU el YCIOBMIA B BULE
cneuuansHoro paboyero mMecra.

B nocnepHue roabl npuMeHeHWe Npy HaceLCTBEHHBIX 3a-
boneBaHWsX COBPEMEHHBIX METOAOB AMArHOCTUKM, BKIIHOYal0-
LUMX reHeTUYECKWE UCCNeL0BaHWUSA, MO3BONIAET Ha PaHHEM 3Ta-
Me yCTaHOBUTb AMArHo3, ONpefeNnTb TAaKTUKY BeAEHUS [eTell
C Lie/blo NPOBEAEHUS UM CBOEBPEMEHHOIO NaTOreHeTUYECKO-
ro JIeYeHs, B TOM YUCTIE XUPYPrUYECKOr0, MPeLynpexaeHus
Pa3BUTUSA TAKENbBIX OCNOMKHEHMIA, YHKLMOHANBHBIX HapyLue-
HUWiA. Yenexu MefuumMHbl NO3BONSIOT HE TOMBKO CYLLECTBEHHO
YNY4LWIKTL Ka4eCTBO JKW3HM 3TOW KaTeropum AeTei, Ho U yBe-
JINYUTB UX NPOLOMKMUTENBHOCTb KW3HU. TaK KaK B 60SbLUMH-
CTBe CNy4aeB HacneACTBeHHble 3ab0M1eBaHMs C BOB/IEYEHWEM
OMOpHO-ABUraTeNIbHOro anmnapara ConpoBOXAAKOTCA CTOMKUMH
HapyLLeHNAMM QYHKLMA OpraHM3Ma U NpUBOASAT K MHBaNWL-
HOCTH, KNaccudUKaLMW U KpUTEPUN YCTAHOBNEHUS MHBaNNL-
HOCTM JOJKHBI BKJIOYATh KOJIMYECTBEHHYIO OLIEHKY CTEneHu
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HapyLUeHHbIX YHKUMA NpU BPOXKAEHHBIX aHOManMsAX U Ha-
CNeACTBEHHbIX 3ab0/1EBaHUAX.

Ha paHHOM npuMepe npaKTUKa NpOBELEHWUS MeAMKO-
CouManbHOM 3KCMepTU3bl MoKasana npobenbl B 3aKOHO-
parenbctee. B npunoxenun N° 2 (KonuuectBeHHas cucte-
Ma OLeHKW ons pebéHKa B Bo3pacTe Ao 18 nert) lpuKasa
Muntpyna Poccun N 585H «BpoaéHHble aHoManum (no-
poku), Aedopmaumm U XPOMOCOMHbIe bonesHu» Knacc XVII
no MKB- 10 [8] npeactaeneHsl B n. 15, ogHako kog MKB Q77
B HEro He BKJIOYEH, HU3KOPOCNOCTb PacCMaTpPUBAETCS TOMBKO
B CTPYKTYpe 3HAOKPUHHBIX 3abosieBaHui B M. 4. B npunoxe-
Ham N® 1 (KonuuecTBeHHas cucTeMa OLIEHKW ANs rpanaH
B Bo3pacTe 18 net u crapue) lpukasa Muntpyna Poccumn
N2 585H knacc XVII no MKB-10 BoobLe oTcyTcTBYET.
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MeHM BbIPaXKEHHOCTU CTOMKMX HapyLIeHWA YHKLMI OpraHms-
Ma NpW BPOXAEHHBIX aHOManuaAx (MopoKax), AehopMaumax
U XpoMocoMHbIX bonesHsx (knacc XVII no MKB-10), B Tom
uncne Kop, Q77 «0CTEOXOHAPOAMCINA3UMY.
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