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CMHAPOM BUAEMAHA-PAYTEHLUTPAYXA. NEPBOE ONMNCAHUE KJIIMHUYECKOIO
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CNIYYAA B POCCUACKON OEAEPALIUU
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MepBbit MOCKOBCKMIA rocyAapCTBEHHbI MeaULHCKUIN yHuBepcuTeT nm. .M. CeueHoBa (CeueHoBCKMI YHMBEPCUTET),
MockBa, Poccus

CvHppom BuaemaHa-PayTeHwwTpayxa (HeoHaTanbHbIA NPOreponiHbii CUHAPOM) — ynbTpaopdaHHoe 3aboneBaHme U3 rpyn-
Mbl CUHAPOMOB NPEXAEBPEMEHHOIO CTapeHUA C ayTOCOMHO-PELLeCCUBHBIM TUMOM HacleoBaHNA, aCCOLMNPOBAHHbIN C My-
Tauuamu B reHax POLR3A, POLR3B n POLR3GL, kogupytowmx PHK-nonnmepasy lll. YactoTa 3aboneBaHna B HacTosALee Bpe-
Ms Heun3BecTHa. Mbl npefcTaBnsem nepeoe B Poccuiickon Qepepaumm KNnMHUYeCKoe onucaHne nauveHTa 7 net 6 mecaues
¢ cuHgpomom BrngemaHa-PayTeHwTpayxa (komnayHA-reTepo3nroTHble MyTauum B reHe POLR3A) c nporeponaHbiMu YepTamu,
afeHTuen, 3aaepxkKoi pocTa (SDS pocTa -3,41, SDS ckopocTn pocTa -2,47), apednumtom maccol Tena (SDS UMT -6,20) u reHe-
panunsoBaHHon nunogucTpodmein. B ctatbe npeacraBneHo HabnogeHe NaumMeHTa Ha NpoTaxeHun 1,5 rofa, pacCMOTpeH
MUWPOBOW OMbIT AUHAMUYECKOrO HabNoAeHMA NaLMEHTOB C HEOHaTaNbHbIM MPOrepouAHbIM CUHAPOMOM, AnddepeHumnanb-
HasA AMarHOCTMKa, a TakKe aHbl peKoMeHJaumm No BeAeHUI0 NaLMeHTOB C AaHHbIM 3aboneBaHmeM. YUnTbiBasa OTCYyTCTBUE Ha
CerofHAWHWN aeHb cneuynduyeckoro neveHns, nauneHTbl HabnpaTca MHOronpoduIbHOM KOMaHAoM Bpayen.

KJTIOYEBbIE C/IOBA: HeoHamarbHbil npo2epoudHslli CUHOPOM, CUHOpOM BudemaHa-PaymeHwmpayxa, CuHOpoMm npexoespemMeHH020 cmape-
Hus, PHK-nonumepasal lll.

WIEDEMANN-RAUTENSTRAUCH SYNDROME. THE FIRST DESCRIPTION OF A CLINICAL CASE
IN THE RUSSIAN FEDERATION

© Anastasiia L. Kungurtseva*, Anastasiia V. Popovich, Yulia V. Tikhonovich, Alisa V. Vitebskaya

I.M. Sechenov First Moscow State Medical University (Sechenov University), Moscow, Russia

Wiedemann-Rautenstrauch syndrome (neonatal progeroid syndrome) is an ultra-orphan disease from the group of prema-
ture aging syndromes with an autosomal recessive type of inheritance associated with mutations in the POLR3A, POLR3B,
and POLR3GL genes encoding RNA polymerase lll. The incidence of the disease is currently unknown. We present the first
clinical description in Russian Federation of a patient 7 years 6 months old with Wiedemann-Rautenstrauch syndrome (com-
pound heterozygous mutations in POLR3A gene) with progeroid features, adentia, growth retardation (height SDS -3,41,
height velocity SDS -2,47), underweight (BMI SDS -6,20), and generalized lipodystrophy. The article presents the observation
of the patient for 1.5 years, the world experience of dynamic follow-up of patients with neonatal progeroid syndrome, differ-
ential diagnosis, as well as recommendations for the management of patients with this syndrome. Given the lack of specific
treatment to date, patients are observed by a multidisciplinary team of physicians.

KEYWORDS: neonatal progeroid syndrome; Wiedemann-Rautenstrauch syndrome; premature aging syndrome; RNA polymerase .

AKTYAJIbHOCTb

CnHpgpom BupemaHa-PayteHwTpayxa (HeoHaTanbHbIN
NporepoungHbIl CUHAPOM) — YyrnbTpaopdaHHoe 3abone-
BaHMe C ayTOCOMHO-PeLIeCCMBHbIM TUMOM Hac/efoBaHUs,
accouumpoBaHHoe ¢ myTauuamun B reHax POLR3A, POLR3B
n POLR3GL, xapaktepusyloleeca BpPOXOAEHHON nMMNo-
ancTpodueld, NPoreponaHbIMU YepTamy LA U Npexaes-
pPeMeHHbIM CTapeHueM. 3TO CaMbli PeiK1iA U3 CUHOPOMOB
npexneBpeMeHHOro CTapeHns 1 OJHO N3 CaMblX PedKuX 3a-
6oneBaHN B MUPE (Ha CEroaHSLWHMIA AEHb OMMUCAHO OKOJIO
30 nauueHToB) [1-5].

OMUCAHUE KITMHUYECKOTO CJZIYYAA

[leBouka OT nepBon ¢usmonornyeckon bepemeHHo-
CTW, HEPOOCTBEHHbIX 340POBbIX POAMTENieN, POXKAeHHas
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Ha 37-n Hepene nyTem KecapeBa ceyeHud. C 24-n Hegenn
6epemMeHHOCT OTMeYanacb BbIpaXKeHHas 3afep)KKa BHY-
TpuyTpo6HOro passuTna (3BYP), noatsepxaeHHas npu no-
BTOpPHbIX ¥3W. Ha 31-i1 Hegene 6epeMeHHOCTU NPOBEeAEHO
MPT nnopga — BbIABNEHO LWENHO-OKUUMUTANIbHOE WHTPa-
KopropanbHOe MeHMHrovuese Ha poHe aHOManuu pasBuUTKA
KpaHuoBepTebpanbHbIX KOCTHbIX CTPYKTYpP, BTOPUYHOIO
paclwypeHnsa KpaHuanbHbIX OTAENOB NO3BOHOYHOIO KaHa-
na; oNIMroamMHNoH (Manosogaue).

Mpy poKAeHUN Y NAUMEHTKU 3apUKCMPOBAHbI HU3KKE
BeCOoBble MokasaTenu (Mpy oueHKe C yY4eTOM CpoKa recra-
umn): pnvHa — 46 cm (SDS pnuvHbl -0,93), maccaTena— 1840r
(SDS maccbl Tena npu poxgeHuu -2,73). B nepBble cyTKn
XM3HU NPU 06BEKTUBHOM OCMOTpPe obpaLlano Ha ceba BHU-
MaHVe OTCYTCTBME NMOAKOXKHO-KMPOBOW KNeTyaTku, rmapo-
uedanbHas popma vepena C Pe3Ko BblPaXKEHHOWN BEHO3HOW
CeTblo BO BCEX OTAENax, MMKPOTHATUA HVDKHEN 4YenocTu;
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NPUCYTCTBOBaN BEPXHUW pe3eL, BepXHEW YencT, camo-
CTOATENbHO BbIMABLUUIM Ha BTOPbIE CYTKN KN3HMU.

KaproTtun 46, XX, HOpManbHbIN XeHCKUNA.

Ha TpeTbm cyTku »Kn3HuM nposegeHo MPT ronosHoro
MO3ra — [laHHbIX 32 MEHVHIo3HLUedanouene He Nosy4YeHo,
BbISIBIEHbI MPU3HAKM HAPYXKHOW rugpouedannm.

[leBouka 6bia BbiMMcaHa M3 pogaoma Ha 10-e cyTKu
Cc Maccom 1837 r.

B panbHenwem nauueHTKa Habnoganacb No MecTy Xu-
TenbcTBa. COXpaHANNCH BblpaXeHHas 3afepKKa pocTa u Ta-
Xenbii Aedpuunt maccobl Tena (puc. 1: naumeHTKa B BO3pac-
Te 1 roga 3 mecaues). OTMeyanacb 3agepKka MOTOPHOro
N NCUXO-peyeBoro passuTtuA. MNpm nsyyeHnn MegnuUnHCKON
[OKYMEHTaLMKM obpaLlaoT Ha ceba BHUMaHUe YacTble (Kax-
able 2-3 MecsLa) Taxenble 06CTPYKTMBHbIE OPOHXMWTHI, Ae-
BOYKa [BaXKabl nepebonena ABYCTOPOHHEN MHEBMOHUEN.
Mpw nposegeHnn nosTopHoro MPT ronoBHOro mo3sra B BO3-
pacTte 11 mecAueB BbisiBNeHbl aHOManua ApHonbaa-Knapwm
1 TMNa; cMellaHHas, ¢ NpeobnagaHNem BHYTPEHHEN, TMapo-
uedanvsa; yMEepPeHHO BbIPAXKEHHbIN MEePUBEHTPUKYISPHbIN
OTeK rofIOBHOIO MO3ra; aHOManua Pa3BUTUA 3aTblIIOYHON
KOCTU ¢ feheKTOM 3aJHUX OTAENIOB 6OJbLIOrO 3aThbIIOYHOTO
OTBEPCTUSA.

B 2018r.(3 roga 5 mecsiLeB) neBovKa BriepBble Obiia Npo-
KOHCYNbTUPOBaHa reHeTNKOM, Ha OCHOBAHMWMN OOBEKTUBHOMO
0oCMOTpa 6bin 3aMof03PeH CMHAPOM XaTUMHCOHa-Tundopaa
N PeKOMEeHAOBAHO MpOBefeHne MONEeKYNAPHO-TeHeTMnYe- Mpy 06BLEKTUBHOM OCMOTPE OTMeYanacb reHepanuso-
CKOTro nccnegoBaHums. BaHHaA NUNogucTpodusi ¢ U30NMPOBAHHBIMY YYacTKaMu

B anpene 2022 r. (6 net 4 mecAueB) AeBoOYKa Obina Briep-  nepepacnpeneneHns noaKoXHO-KMPOBOW KNeTYaTKu B 00-
Bble€ rOCNMTaNM3NPOBaHa B ETCKOE SHAOKPVHOMIOTMYECKOe  JIaCTy LWeu, Hapy»KHbIX MOJIOBbIX OPraHOB, KOMYMKOBOW 006-
otpeneHue. Mpu noctynneHnn: poct — 99 cm (SDS pocta  nactu u CTon; OrpaHMyYeHne NOABMMXHOCTY Ta300eapeHHbIX
-3,14), ckopocTb pocta — 5,8 cm/rog (SDS ckopocTu pocTa  CYCTaBOB, KOHTPAKTYpbl MexdanaHroBbix CyCTaBOB KUCTEN;
-1,24), Bec — 10 kr, UMT — 10,20 kr/m? (SDS UMT —5,49) nporepougHble 4epTbl nuua (rugpouedanbHas ¢opma
(puc. 2: rpaduk pocTa; puc.3: rpapuk UMT). yepena C BblpaXXeHHOW BEHO3HOWM CeTblo, BbICTynawoujme

PucyHok 1. MaureHTKa B Bo3pacTe 1 roga 3 mecaues.

British 1966, height for age
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PucyHok 2. [paduk pocTa.
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The Netherlands 1997, BMI for age
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PucyHok 3. lpaduk VIMT.

MacCVBHble 0OHbIe OGYrpbl, TPEYroibHOE NINLIO C TUMOMa-  CKOMY Tumy, npasunibHo. [MonoBoe pa3sutue no TaHHepy
31eN cpedHen 1 HXKHEN TPpeTn Nnua, peakne 6posu n pec- 1 (puc. 4: NnaumneHTKa B Bo3pacTe 6 neT 5 mecAues; puc. 5:
HUUbI, KNIOBOBUAHbBIA HOC, afleHTUA, QJIVHHBINA A3bIK), TUMO-  U30/IMPOBAHHbIN YYaCTOK nepepacnpeneneHuns NogKoXHo-
TPYIXO3 BOJIOCMCTOW YacTyu roJioBbl, NMonepeyHas NafgoHHass  »KMPOBOW KNETYATKU B KOMUMKOBOW 06nacTu; puc. 6: none-
CKnagka crnpasa. [lonoBble opraHbl CGOPMUPOBAHDBI MO XKEH-  PeyHas NafgoHHas CKaaka Crpaea).

PucyHok 4. MNauueHTka B Bo3pacTe 6 ieT 5 mecALes.
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CASE REPORT

PrcyHOK 5. /3011poBaHHbIA y4acToK nepepacnpefeneHus MoAKOXHO-
XKUPOBOW KNETYaTKMN B KOMYMKOBOM 061acTu.

Ha ocHoBaHWM faHHbIX aHaMHe3a 1 deHoTMNa 6bin ana-
rHOCTUPOBaH cMHAPOM BrgemaHa-PayTeHwTpayxa. [lnarHos
Obl1 NOATBEPXKAEH MOCIIE BbIABNEHNA MATOreHHbIX BapuaH-
TOB B KOMMayHA-reTepo3nroTHOM coctosiHmm B reHe POLR3A.

B ycnoBsusix otgeneHua 6bi10 npoBefeHo nabopatop-
HO-MHCTPYMeHTanbHoe o6cneloBaHME U KOHCYMbTaLuu
CMEXHbIX crieumanncToB. Pe3ynbTatbl n1abopaTopHbIX UC-
cnefioBaHU (0OLWEKNMHNYECKE aHaNM3bl KPOBU, MOUM
M Kana, GMOXUMWYECKUI aHanmM3 KpPOBU, WCCIefoBaHue
ropMOHanbHbIX NOKa3aTenen) — B npegenax HopMasbHbIX
3HauyeHun. JlunuaHeln npodunb — B Npegenax pedepeHc-
HbIX 3HaueHui. Mpu npoeefgeHun Y3U opraHoB GploLIHOM
noJsiocTu, Nnoyek, WutoBmnagHonm xenesbl, IxoKrl, Y3-gonne-
porpaduy B AynneKCHOM/MMMYSIbCHOM PeXMMax MapHbIX
COCYZOB MATONOrKY He BbiABNeHO. Mo gaHHbIM 3KT, 3aduk-
CMpOBaHa ymepeHHasa CUHycoBas Taxukapaua (133 yaapa
B MUHYTY).

Mpu ocMOTpe TpaBMATONOrOM-OpTONeAoM Obif BbIABIIEH
ONCMNNacTUYECKNA TUM CTPOEHUA MO3BOHOYHUKA, HapyLlle-
HMe OCaHKUW MO CKONMOTMYecKoMy Tuny (yrposa dbopmmnpo-
BaHMA S-00pa3HOro ckonrosa), crmbaTenibHble KOHTPaKTYpbl
Ta306e[pEeHHbIX U KOJIEHHbIX CYCTABOB, a TakXKe 3arnofo3peH
pacnpocTpaHeHHbIN 0CTEONOpPO3.

Mo pe3ynbraTam KOHCyNbTaLMK HEBPOMOra, NOATBEPX-
[eHbl paHee [AMarHOCTMPOBaHHble aHOManua ApHonbAa-
Knapwu 1 Tuna, spina bifida C1, pnsaptpus.

MNMaumeHTKa TakXe MPOKOHCYNbTMPOBaHa [epmaToso-
rom (BblSABNIEH VPPUTAHTHBIN AePMaTUT B 06/1aCTU KNCTEN),
0¢TaNbMONOroM (4MarHOCTMPOBAHbI AHMMONATWA CETYATKMY,
nepudpepryecknin aHrMocnasM, rurnepmeTponus cnabon
CTerneHu, acTUrmaTiaM), FaCTPO3HTEPOSTIOrOM (XPOHNYECKNI
3anop).

B uioHe 2022 r., ¢ uenbto uckntoyeHna POLR3A-accoum-
MPOBaHHOW TFMMOMUENVHM3YIOWEN nenkogucTpodun, no-
BTOpHO npoBefdeHo MPT ronosHoro mo3sra. o pesynbtatam
BbISIBNIEHbI MPU3HAKM YMEPEHHO BbIPA>KEHHOW rMnoTpodu-
YeCKOWN HapyXHOW 1 CUMMETPUYHON BHYTPEHHEN rmgpoLe-
bannn n BpoXXgeHHOM OCTEOHEBPASIbHOW aHOMANNN Pa3Bu-
TVA KPaHNO-LePBUKANbHOIO COUSIEHEHUA.

Mpwn noBTOpHOW rocnuTanu3auymn B noHe 2023 . (7 net
6 MecALUeB) OTMeYanoCb NPOrpeccrpoBaHue  3afepKKu
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PI/ICyHOK 6. [lonepeyHan NafjoHHaA CKNagKa cnpasa.

pocta u gedrumuta maccol Tena. Poct — 103 cm (SDS pocta
-3,41), ckopocTb pocta — 3,64 cvm/rog (SDS ckopocTtu pocTa
-2,47), Bec — 10,35 kr, UMT — 9,71 kr/m? (SDS UMT -6,20),
nonosoe pa3suTre no TaHHepy 1 (puc. 2-3). lNo pesynbTaTtam
PACLUMPEHHOTO OOLLEKNTIMHNYECKOTO aHanm3a KpoBW, MOYU
M Kana, bMoXMMUYEeCcKoro aHanmsa KpoBY, KOarynorpammbl
KIMHUYECKN 3HAUMMbIX OTKIIOHEHWU He BbisiBIeHO. B nu-
nuaHom npodune oTmeyvanacb TEHOEHUUA K TMroxonecre-
PVHEMUM U HE3HAUUTENbHasA rvnepTpurinuepuaemmis (npu
OL|eHKe B COOTBETCTBUWN C BO3PACTHbIMU HOPMATMBaMMU): XO-
necrepuH obwmin — 3,15-3,44 mmonb/n (N 3,26-5,30), Tpur-
nmuepugbl — 1,28-1,51 mmonb/n (N 0,40-1,24), nunonpo-
TenHbl Bbicokon mnoTtHoctu (JITNBIM) — 0,73-1,14 mmonb/n
(N 0,93-1,89), nunonpoTeunHbl H1U3Kon nnoTHocTy (JITTHI) —
1,73-2,18 mmonb/n (N 1,76-3,63), nMNonpoTeNHbI OYEHb HIN3-
kon nnotHocTr (JINOHI) — 0,58-0,69 mmonb/n (N 0,19-0,77).

lopMoHanbHble NoKasaTenn — B Npefenax HopMasbHbIX
3HAYEHUN: TMPEOTPONHbIA ropmoH (TTIN — 0,63 MKME/Mn
(N 0,4-4,0); TMpokcnH cBoboaHbin (cBT4) — 12,9 nmonb/n
(N 12,5-21,5); koptrzon — 202 Hmonb/n (N 68,2-537); npo-
naktmH — 285 mKME/mn (N 102-496); UOP-1 — 160 Hr/mn
(N 78-281), SDS NDP: +1,16. BoiABneHa HegOCTAaTOYHOCTb
ButamuHa [l (25(0OH)D — 25,9 Hr/mn (Hopma — Bbiwe 30),
HeCMOTPs Ha npuem xonekanbuudepona B npodunaktuye-
ckou go3e 1 000 ME B cyTKu.

MpoBeneHo uccnefoBaHue cneundryecknx MapKepos
K LUeNIakuK: TUTPbl aHTUTEN K Ae3aMMHMPOBaHHbIM NenTu-
Aam rnvaguHa IgA n IgG, AT K TKaHeBOW TpaHCryTammnHase
IgA n 1gG — B Npefenax HOPManbHbIX 3HaYEHWIA; AAaHHbBIX
3a LeNInaKuio He MosyyeHo.

Mo pe3ynbTaTam VHCTPYMEHTAjIbHbIX MeTofoB obcne-
poBaHua (Y3U nouek, wutoBuaHowm xenesbl, JKI, SxoKT,
Y3-ponneporpadpun B AynneKCHOM/MMMYIbCHOM PeXumax
napHbIX cocyfoB, 33I) KNNHNYECKUX 3HauyMMbIX OTKJIOHe-
HUI He BbisiBNIeHO. Ha Y3W opraHoB OpiOWHOM MOJSIOCTU
BM3Yann3npoBanocb yMEPEHHOe KONMUYEeCTBO Me3eHTepu-
anbHbIX NMMbATNYECKNX Y3/I0B MAaKCMMasbHbIM pPa3MepoM
0o 14x10,6 mm.

Mpy npoBegeHUN MyNBTUCAMPANbHOW KOMMbIOTEpP-
How Tomorpadum (MCKT) opraHoB rpynHOW KNeTKW, nof
6udypkaumen mexay cpegocTeHMeM U MO3BOHOYHUKOM
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onpefenanocb AONoNHMTENbHOE 06pa3oBaHMe pa3mepamu

41x22x3 MM, He ycunuvBaloLlleecs Npu KOHTPacTUpoBaHuN,

UTO pacLieHeHo Kak numdaTnyeckni ysen.

KocTHbIN BO3pacT — 6 feT (Mpu NacnopTHOM BO3pacTe
7 net 6 mecaues). C Lenbio OLEeHKN MUHEPANbHOW NIOTHO-
CTV KOCTHOW TKaHV NPOBefeHa EHCUTOMETPMA MOACHUYHO-
ro otgena NoO3BOHOYHMKA — BbIAIB/IEH OCTEONOPO3 (Z-Kpu-
Tepwii -3,8).

YunTbiBas YacTble GPOHXMTLI B aHaMHe3€, MPOBEAEHO KC-
cnepoBaHve GYHKUUM BHELLIHETO [bIXaHWsA (CMMpoMeTpusn):
aKyCTUYECKUIN KOMMOHEHT paboTbl AbIXaHNA B HOPMaJibHOM
YaCTOTHOM AMana3oHe, nocne canbbytamona — 6e3 cyue-
CTBEHHOW OMHAMWKK, OAHHbIX 3@ aKTUBHbIA GPOHXONeroy-
HbI NPOLIECC HET.

Mo pe3ynbTatam 06CeioBaHNA NALMEHTKA MPOKOHCYb-
TUPOBaHa CMeXHbIMY cneyuanmctamm. NMommumo peHoTUNK-
YecKnx 0COOeHHOCTENW, afeHTUn 1 nunognctpoduur, oTme-
yanuch cnegyloLne N3MeHeHus.

+ Od¢Tanbmonornyeckme: aHrMonaTMa CeTyaTKu; acTur-
MaTV3M; SHTPOMWOH; NMOMYTHEHUE POrOBULIbI HA JIEBOM
rnasy.

+ HeBponornuyeckue: BpOXAEHHas OCTEOHEBPaJSibHas
aHOMaNVA Pas3BUTUA KPaHMO-LEPBUKAJIBHOTO COUJieHe-
HuA; aHomanua ApHonbga-Knapw 1 Tvna; spina bifida C1;
an3apTpus.

« Opronegunueckune: ANCNIACTUYECKUIA TUM CTPOEHMA NO-
3BOHOYHUKA; HapyLIEHUE OCAHKM MO CKOJIMOTMYECKOMY
TUNy; crmbatesibHble KOHTPAKTYpPbl MeXdanaHroBbix Cy-
CTaBOB KUCTel; crubaTesibHble KOHTPaKTypbl KONEHHbIX
CYCTaBOB (OTMEYaeTCA YMEeHbLUeHWe KOHTPAKTyp B Ta-
306epeHHbIX CyCTaBax, yNyyLlleHne OCaHKM Mo CpaBHe-
Huto ¢ anpenem 2022 r.); 0CTeonopos.

« TacTpoaHTeponornyeckme: peakTVBHbIE W3MEHeHUs
NomKenyfouYHom >xenesbl; NMMbOPONNNKYNspHaa rm-
nepnsasusi NOAB34OLWHOM KULIKK; CTEATO3 NMEYEHU.

B HacToslee Bpems [OeBOYKa MMeeT abCOMIOTHO CO-
XPaHHbIE NHTENIeKTyalNlbHble CMOCOBHOCTY (YMEET XOPOLLO
CYMTaTb, MNCATb, 3HAET HAN3YCTb MECHN), PAa3BUTYIO MEJIKYIO
MOTOPUKY (cOBUpaeT MenKkunin brcep, MenKyto Mo3auky, yme-
€T NNeCcT MafieHbKMe KOCUYKM), TOTOBUTCA K MOCTYMIEHNIO

KNUHUYECKIMI CNYYAW

B LWKOMNY. AKTMBHO 3aHVIMAETCA C JIOroneAoM, Hemponcmxo-
norom, NpenogasaTesieM No Bokany (puc. 7: passuTre mes-
KOW MOTOPVIKN Y NaLMeHTKM).

OBCYXIAEHUE

MNepBoe onucaHue nNauMeHTOB C HEOHaTallbHbIM Npore-
povgHbiM cMHApPoMoM aatupyetca 1977 r., korga Payten-
WTpayx onybnukKoBan KAVHUYECKME Clyyan ABYX cecTep,
POXKAEHHBIX C NUnogncTpodren 1 NPorepouHbIMU Yep-
Tamy nuua [6]. Yepes 2 roga, B 1979 r., BugemaH onucan
[BYX HEPOACTBEHHbIX Ma/IbyMKOB C BPOXKAEHHbIMY Mpore-
POVAHBIMM YepTamy NMLa N MHOXECTBEHHbIMM MOPOKaMu
pa3sutua [7]. B 1979 . BugemaH n PayTeHwTpayx o6begu-
HWUIM 3TV OMUCaHWA, Ha3BaB 3aboNieBaHUE HEOHaTaNlbHbIM
nporeponHbIM CUHAPOMOM, a MO34Hee 3TO COCTOfHMe
CTano yNoMuHaTbCA B UTepaType Kak CMHapom BuaemaHa-
PayteHwTpayxa (CBP) [8].

BONbWMHCTBO ONUCAHHBIX KINHUYECKNX MNPUMEPOB
CBP, kak 1 B c/lyyae Hallen naumeHTKM, acCoLMNPOBaHO
C 6uannenbHbiMM MyTauuAamn B reHe POLR3A (nokanuso-
BaHHbI/ Ha xpomocome 10qg22.3), ogHako B nocsiegHue
roabl NOABUIINCH TaKXe ONMCaHMA NaUuMeHTOB C aHaNorny-
HBIMU KIVMHUYECKMU NPOSABNEHUAMM NPU OrannenbHbiX
MyTaumax B reHax POLR3B (nokanu3oBaHHbIA Ha XPOMO-
come 12g23.3) n POLR3GL (nokann3oBaHHbIN Ha XPOMO-
come 1921.1) [3, 9-11]. Bce nepeuncneHHble reHbl KOau-
pytot PHK-nonumepasy lll, kotopas npeacraBnaer cobon
OHK-HanpasneHHyo PHK-nonumepasy, ocywecTensaoLwyto
TPaHCKPUMLMIO reHOB, Koaupyiowmx manbsie PHK (puboco-
manbHaaA 5S PHK, TPHK, U6 manas agepHaa PHK n mutoxoH-
ApuanbHas PHK-npoueccuHrosas PHK), Heobxogumblie ans
pocCTa KNEeTOK, perynauun TPaHCKPUMNLUKM, npoueccuHra
n TpaHcnaynmn PHK [3, 9-13].

MNepBUYHaa AnarHOCTMKa HeOHaTaslbHOrO NPOrepouAHoO-
ro CMHAPOMA BO3MOXKHa elLLe BO BHYTPUYTPOOHOM nepuoge.
B 1992 r. Castifieyra G. 1 COaBT. BbIAeNNAN yNbTPa3ByKOBbIe
0COOEHHOCTY NNIofa C CUHAPOMOM BuemaHa-PayTeHwTpay-
Xa 1 onucanu, 4to o cpoka 16-18 Hegenb Nnoa pa3BuBaeT-
CA COOTBETCTBEHHO CPOKY rectauuu, a nocne 18-20 Hepenb

PucyHok 7. Pa3Butune menko MOTOPUKM Y NaLMEHTKN.
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OTMEYaeTCA TAXKeslas 3afepKKa TEeMMOB POCTa, 0COOEHHO
BblpaXKeHHOe OTCTaBaHMe GUNapueHTanbHOro 1 GPIOLLIHOIO
pa3mepoB, manoBogue [14]. Y Hawen naumeHTKn Taxenas
3BYP 6bia AMarHoCTMpoOBaHa Ha 24-1 Hegene recTaunn npu
npoBeAeHUN NMIIAHOBOIO CKPUHWHIA, UTO CorflacyeTca C Nn-
TepaTypHbIMY JaHHbIMY; OAHAKO, MOMMMO ManioBOAMA, Npu
ob6cnenoBaHUM H6bIIM BbISIBIIEHBI TAKXKe KpaHOBepTeOpasb-
Hble nedopmaumm.

Mpu poxpeHun Bce naumeHTbl ¢ CBP umeloT HuM3Kne
pOCTO-BECOBbIE MOKAa3aTeNu 1 XapakTepHbiln deHoTun. Bee
uccneposatenu obpallalT BHUMaHME Ha NceBporuapoLe-
bannio C LWMPOKUM NepeHUM POAHUYKOM, APKO-BblPaXeH-
HbIMWU BEHaMW CKanbMna, PefknMy U TOHKUMWU BONOCaMU;
TPeyronbHyto GopmMmy nuua C TOHKOW, MOPLUHUCTOW 1 TU-
NeprnurMeHTMPOBAHHON KoXel (B eAMHUYHbIX OMUCaHUAX
OTMEYANINCb TaKXKe MATHA UBETa «KOde C MOJIOKOMY), YacTo
NMOpPaXXeHHOW aTOMMYeCKM OepMaTUTOM; BAABJIEHHYIO ne-
peHocKLy, KNOBOBUAHBIN KOHUYMK HOCA, HU3KO MOCaKeH-
Hble YN N KOPOTKYIO LUE; ANMHHbIE Nanblbl PYK U HOT,
MbILIEYHYK TUMOTOHMIO. BONbLIMHCTBO AeTen poxAakTcaA
C reHepanuM3oBaHHON NUNOANCTPOGUEN C e4MHUYHBIMU 10-
KanmsauuamMy MOJKOXKHO-KMPOBOW KNeTyaTKy B FPyaHON,
abgoOMMHaNbHOW, SArOAMYHONM, LeYyHoW o6nacTax, ofgHaKo
B HacToALLee BpeMs OnucaHbl CJiyyar NoTepr NOAKOMKHO-KK-
[POBOW KNeTUYaTKN B TeUeHMe NepBOro roga »m3Hum [15-21].
Ba)KHO OTMETWTb, UTO Yy HabnLaemMol HaMu OEBOYKMU Tu-
MUYHBIN GEHOTNM, HO ee 0COOEHHOCTbIO ABNAETCA Hanmure
He OMUCaHHON y APYrMX MauMEeHTOB MOMEPEeYHON CKNafKn
Ha NpaBoW nagoHu (puc. 6).

Y 6onblwnHcTa geteld ¢ CBP, Kak 1 y Hallel nauneHTKy,
npu PoXOEHUN VMEIOTCA HeoHaTasibHble pe3ubl, OAHAKO
B TeueHVe NepBbix 4-6 MeCALEB X13HM 3yObl ObICTPO pa3py-
LwatoTcA, U farnbHellee npope3sbiBaHUe 3y6oB 3ameanseTcs
WNK, Yalle BCero, NoJIHOCTbIO OTCYTCTBYeT [22].

B TeueHne panbHenwen »KM3HW Yy BCEX MaLUEHTOB CO-
XpaHAeTcs TsKenbi fedrumT Beca U nporpeccrpyoLwas
3agepkKa pocta. Mocne 1,5-2 net TnMyHo popmMmupoBaHme
KOHTPaKTYyp MeJIKMX CyCTaBOB, a nocne 6-7 neT npucoeau-
HAIOTCA KOHTPAKTypbl 6OMblWNX CycTaBoB U Aedpopmavmu
NO3BOHOYHMKA — Kudockonmos [15, 18-20]. Mporpeccu-
poBaHMe BCeX 3TUX M3MEHEHWUW Mbl Habnogaem y Hawen
nauneHTKM.

Ona mHorux naumneHTos ¢ CBP TMNUYHbI HN3KME YPOBHU
UHCynuHonogo6Horo ¢aktopa pocta-1 (MOP-1), He3Hauw-
Te/flbHaA rMnepnponakTnHemms. B cBA3M C Hannumem reHe-
panun3oBaHHON nunoancTpodur ocoboe BHUMAHME yaens-
€TCA HapyLeHVAM NMnuaHoro obmeHa (runonunugemun),
eCTb OnucaHuA ANCAUNUAEMUN B PaHHEM HeOHaTaJlbHOM
nepuoge [15, 16, 18]. B To e Bpemsi meTabonmyeckme Ha-
pYyLIeHUs, CBA3aHHbIE C HapyLUEeHUEM YrNIeBOAHOrO 0OMeHa,
eguHNYHbI [23]. Y Hawen nauueHTKU OTMeYaeTca He3Hauu-
Te/flbHaA rMMNOXoNieCTePUHEMMUA U TMNEPTPUTINLIEPUAEMUA.
YpoBeHb VDP-1 B HacToAWEee BpeMa B npepenax Bo3pacT-
HbIX 3HaYEeHUN.

Mpu peHTreHonornyeckom obcnegoBaHUN  O6bIYHO
BbISIBNIAETCA OTCTaBaHME KOCTHOrO BO3pacTa Gonee yem
Ha 2 ropa (B Hawem cnyyae — Ha 1,5 ropga). Mo pesynbra-
TaM JEeHCUTOMETPUMN MOACHUYHOIO OTAEena NMO3BOHOYHKMKA
y 6ONbLUMHCTBA NALMEHTOB OTMEYaEeTCA 3HAUUTENBHOE CHU-
KEHVEe MUHepanbHOW MAOTHOCTU KOCTHOW TKaHW, OQHAKO
B HacTosillee BPEMA HEBO3MOXKHO TOYHO rOBOPUTb 06 UC-
TUHHOM OCTEOMNOpPO3e BBUAY OTCYTCTBUA pedepeHCHbIX MH-
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TepBasioB A1 MNALMEHTOB C Nporepuen 1 NpPoreponaHbIMM
cMHgpomMamMun. HecmoTpsA Ha HM3KKMe NoKasaTenu nioTHOCTY
KOCTHOW TKaHU, Ha CEerofHALWHNI eHb npeanonaraercs, 4to
pPUCK NepenoMoB Y AaHHbIX MaLNEeHTOB SKBUBANIEHTEH TOMY,
YTO OTMeYaeTcA y 300poBbIx Aeten [16].

OnddepeHumanbHas AnarHOCTIKa HEOHATANIbHOMO MPO-
repougHoOro CMHAPOMa NPOBOANTCA C CMHAPOMOM XaTuyuH-
coHa-Tundoppaa, cnHgpomom OoHTeliHa u MapdaHo-npore-
pougHon nunoauctpodmeit [24-30].

Mpu poxpeHnn nauyueHTbl ¢ CBP nmeloT cxoxune Knu-
HMYecKne NposiBNEHUs C OONbHbIMU, Y KOTOPbLIX AMArHO-
cTnpoBaHbl cuHapom QoHTeHa u MapdaHo-nporepouna-
Has nunoguctpodus: 3BYP, nporepougHble 4yepTbl NuLa,
nunoguctpodun, 3ybHble aHoManuu. OfHAKO AaHHble 3a-
6051eBaHNA MMEIOT U CYLLECTBEHHbIE OT/IMYUTENbHBIE OCO-
6eHHocTw. Mpu cHgpome OoHTEMHA Y NaLUEHTOB OTMEYa-
€TCA BPOXKAEHHbIA reHepanv3oBaHHbIA MMNepTpmMxo3 nmua
1 Tena, NOPOKM Pa3BUTUA AblXaTeSIbHON U CepAeYHO-COCY-
amcron cuctem. ina MapdaHo-nporepongHon IMnogmcTpo-
dUKN xapakTepHbl YaCTUYHbIE MPOABIEHMNA KIacCMYeCKoro
cuHapomMa MapdaHa: yCKOpeHHBbIN PoCT (Mpr HapacTatLem
fedurumte Beca), NOPOKN CEPOEYHO-COCYAMNCTON CUCTEMDI,
AHOManunv opraHoB 3peHus n gpyrue [31-34].

OTnnunTenbHOM OCOBEHHOCTbIO CUMHAPOMA XaTUMHCO-
Ha-Tundoppaa, Takxke YacTo Ha3bIBaEMOro AETCKOW npore-
puen, ABNAITCA HOPMalbHble POCTO-BECOBbIE MOKa3saTenu
N OTCYTCTBME NPOrepounaHbIX YepT Npu poxaeHuu. MNepsble
KNMHMYeCcKne nposABieHnA oTMmevalotca B 9-12 mecAues:
BbiMafieHne BOJNIOC A0 YHMBEPCANIbHOW anoneuuy, noteps
MOAKOMXHO-KUPOBOW KNEeTYaTKy, M3MeHeHue eHoTnna,
CKnepoaepmMonofobHble M3MeHeHUs Koxu. [ns nauuex-
TOB TUMWYHbI HAPYLUEHWSA YINIEBOAHOIO 1 NINMUAHOro obme-
HoB [34-35].

YuntblBaa Hanuuuve TAXENOoW 3afepXKm pocTa, nuno-
AncTpodum, NPOreponAHbIX YepT Nvua N KOHTPaKTyp Cy-
CTaBOB, Ha MEPBUYHON KOHCYNbTaLMM BpPayoOM-TeHETUKOM
y Hallel nauueHTkn 6bin 3anopo3peH H6onee pacnpocTpa-
HEHHbI 1 K3BECTHbIN CMHAPOM XaTumHcoHa-Mmndopaa.
OKoHYaTesbHbIN AnarHo3 Obin YCTaHOBMEH TOMbKO MO pe-
3yNnbTaTaM MONEKYNAPHO-TEHETUYECKOro NCCNefoBaHNA.

MporHo3 gna »u3Hu npu CBP HebnaronpuatHbin. Cpea-
HAS NPOJOJIKNUTENIbHOCTb XKMU3HU NaLNEHTOB B HONbLUMHCTBE
CnyyaeB COCTaBAAET OT 7 MecAueB A0 2 NeT, OfHAKOo B nuTte-
paType NpUCYTCTBYIOT ONUCaHUA NaLMEeHTOB NOAPOCTKOBO-
ro BO3pacTa, a Tak»e ogHoro 6osbHoro 27 net [23]. MNo paH-
HbiM Rautenstrauch T. 1 coaBT., BHEWHWI BMA C BO3PACcTOM
OCTaeTcA HeusMeHHbIM. auueHTbl valle BcCero ymupaioT
OT Cencuca, BbI3BAaHHOTO acnupauupaluoHHoOn nnu 6akre-
pvanbHON NHEBMOHMeEN [36].

OTCcyTCTBME MOAKOXHO-XUPOBOW KneTyaTku, gedbuunt
MaccChbl Tena 1 CKeNleTHble 0COBEHHOCTM TPEOYIOT AOMNOJHU-
TEIbHOTrO YX0fa, YTO AOCTAaTOYHO MOoApPOHHO paspaboTaHO
I4na cuHapoma XaTumHcoHa-Mmndpopaa u MoxeT ObiTb Npes-
noxeHo nauueHtam ¢ CBP. YunTbiBaa cioXXHOCTU B Habope
BECa, K MPVBbIYHOMY paLMOHY peKoMeHAoBaHO Aobasne-
HMe neyebHOro NMMTaHWA Ha OCHOBE CMecel C rmaponusun-
pOBaHHbIM GefIkoM. [MauuneHTbl HyXAalTca B ANUTENbHON
noroneguyeckon Koppekuumn AusapTpum C Uenblo ynyu-
weHusa ¢GyHKUMm peun. CrepyeT oThaBaTb NpepnoyTeHve
opexae U3 xJIonka UM MaTepuranos, He pasgpa<aroLwwmnx
YYBCTBUTE/IbHYID TOHKYI0 KOXy. [py HolweHun obyBu —
06s3aTe/IbHOE UCMOJIb30BaHNE OpPTONeANYEeCcKUX CTesek.
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PekomeH[0OBaHO BbIGUPATL CTyNbsA C MATKUM CUAeHUem/no-
aylwKamu. B oceHHe-31MHee Bpems rofia cyiefyet HoCUTb ofie-
XAy C LONONMHUTENbHbBIM YTEMNNIEHNEM, TaK Kak NMauyeHTbl C re-
HepasiM30BaHHOW NMNOANCTPOdUe BbICTPO 3amep3aloT [37].

3AKNIOYEHUE

B HacToALWee Bpemsa, BBUAY OrpaHNYEHHOro KONmMyecTBa
MauveHTOB B MUPE U KOPOTKOro nepuopa HabnogeHus,
He BblpaboTaHbl efiMHbIe MOAXOAb! K AUArHOCTUKE N KOPPEK-
LN OCNoXKHeHU 3aboneBanHusa [12].

B npenctaBneHHOM KAMHMYECKOM Crlyyae nauueHTKa
MMeeT TUMMYHble ANa cmHapomMa BupgemaHa-PayteHwTpayxa
dbeHoTMNNYECKME YepTbl 1 KIUHUYECKUE NPOosBAeHUs. Yun-
TbIBasi HaLl 1 MUPOBOW OMbIT, NauneHTam ¢ CBP moxeT 6biTb
pEeKOMeHA0BaH CrefyoLWNA CKPUHUHT.

1. KoHTponb aHTponomeTpuyeckmx nokasatenem (pocr,
BeC).

2. KoHTponb nunuaHoro npoduns (xonectepuH o6wuin,
TPUrNMUepUAabl, NMNONPOTENHbI  BbICOKOW,  HU3KOW
N OYEeHb HU3KOW NIOTHOCTH).

3. C uenblo UCKNIOYEHUA HapyLIeHWIA YrneBoaHOro obme-
Ha — KOHTPOJb IIOKO3bl KPOBU Y MVKNPOBAHHOTO re-
MOrnobuHa.

4. YunTbiBasi 0COGEHHOCTU NMUTAHWA, C LENbIO NUCKITIOYEHUs

XKenesoneduUUTHON aHEMUN, LieNecoobpasHo, MOMUMO

06LLIEeKNMHNYECKOrO aHanm3a KpoBu, MPOBOAUTb MCCIe-

[lI0BaHVe CbIBOPOTOYHOIO XeJie3a 1 peppuTriHa KPoBW.

KoHTponb IKI, IxoKT.

6. C uenblo oueHKM GYHKLUN BHELLIHETO AblXaHWUA — MPO-
BelleHne CnMpoOMeTPUN/CnMpoMeTpuyeckon ¢yHKUM-
OHanbHOM MNPO6bI C GPOHXONUTUKOM KOPOTKOro Aein-
cTBUA.

w

KNUHUYECKIMI CNYYAW

7. Cuenbio ncknoveHna POLR3A-accounmnpoBaHHOM rmno-
MUENUHM3UPYIOLLEN NenkognucTpodum — npoBeaeHue
MPT ronosHoro mosra.

8. C uenblo ANarHOCTUKU M OLEHKU MOpPaXeHs CyCcTaBoB
NPy KOHTPaKTypax — peHTreHorpadusa 6onblumx n ma-
NbIX CYCTaBOB (MPW HaNMYMM NOKa3aHUM).

9. KoHCynbTaLumu CMEXHbIX CMeuvanncToB: AETCKOro 3H-
LOKpUWHONOra HEBPOJIOra, TpaBMaTosiora-opTonesa, ra-
CTpO3HTEpoora.

Mo Halwemy MHEHWI0, NeyeHre 1 HabnoaeHne NoJOOHbIX
nauneHToB Hanbonee 3pHEKTUBHO, €CNIN OCYLLECTBASETCA

MHOronpo¢oubHON KOMaHAoW Bpaye.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn ¢puHaHcupoBaHuA. PaboTa BbiNoOSHEHa MO MHMLMATHBE
aBTOpPOB 6e3 nprBneyYeHrs GUHAHCPOBaHN.

KoHpnuKT nHTepecoB. ABTOpPbI AEKNapupYOT OTCYTCTBUE ABHbIX
1 MOTeHUManbHbIX KOHGIMKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacToALWEN CTaTbM.

Yuactue aBTopoB. KyHrypueBa AJl. — BKnaj B KOHLeENUMo 1 An3anH
UCCNIeAOBaHNA, MOMyYeHe 1 aHanm3 [aHHbIX, HanvcaHve ctatby; Mono-
B4 A.B. — nonyyeHvie n aHanu3 pgaHHbIX; TuxoHosny 0.B. — nonyyexune
1 aHanu3 JaHHblx; Butebckan A.B. — MHTepnpeTaLus pe3ynbraToB, BHECEHME
B PYKOMMCb CYLLECTBEHHOW NMPaBKM C LIeNbO MOBbILIEHWA HayYHOIN LIeHHOCTN
CTaTbW. Bce aBTOpbI 0A06PUAN dMHaNbHYIO BepCUio CTaTby Nepeq nybnuka-
Leid, BbIpasuimn cornacue HeCTy OTBETCTBEHHOCTb 3a BCe acneKTbl paboTbl,
rofpasymeBaloLLyto Haanexalme nsyyeHrvie 1 pelleHrie BONpoCcoB, CBA3aH-
HbIX C TOYHOCTbIO UM AOOGPOCOBECTHOCTBIO NM0OOI YacTu PaboTbl.

Cornacve nauuveHTa. 3aKOHHbIN MpefcTaBUTeNb NauveHTa Ao6po-
BOJIbHO MoAnucan NHGOPMMpPOBaHHOE cornacue Ha NybanKauuio nepco-
HanbHON MeANLIMHCKON MHbOopMaummn B 06e3nuyeHHon dopme B XKypHane
«Mpo6nembl SHOOKPUHONOTUNY.
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