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Anromayus. B ctatbe npeacTaBneH cnyyait pa3sutua caxapHoro auabera Ha doHe cuHapoma Cunb-
eepa-Paccena (OMIM: 180860) y myxuunbl 26 net. KnuHuueckoe HabniogeHne feMOHCTPUpYeT pas-
Hoo6pa3une NPoABNEHHIH 3TOrO FreHETUYECKOTO CUHAPOMA, Tpebyloulero AMHaMu4eckoe HabnioaeHue
nauyveHToOB B TeYyeHHue BCEW WX HU3HHM.
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SILVER-RUSSELL-SYNDROME IN COMBINATION WITH DIABETES MELLITUS
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Abstract. The article presents a case of diabetes mellitus development against the background of
Silver — Russell syndrome (OMIM: 180860) in a 26-year-old man. Clinical observation demonstrates
the diversity of manifestations of this genetic syndrome, requiring dynamic observation of patients
throughout their lives.
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BBegenue

3azep:KKa pocra ABJIAeTCA aKTyalIbHOI COLaIbHO-
MeJHLIHHCKOH npobsemMoil B cCOBpeMeHHOM obimecTse.
@axTOopbI pa3BUTHA A€Tell ¢ HUI3KHM POCTOM TreTeporeH-
HbI, OZIHY U3 3THOIOTMYeCKHX TPyl NPeACTABAT CUH-
ApoManbHbie GOPMBI, B TOM 4ucie CHHAPoM CHibBe-
pa — Paccena (B COOTBeTCTBHY C MEXIYHAPOSHOH KIac-
cubuKanreil HacaeayeMbIX COCTOSIHUE Y YeloBeKa
Mendelian Inheritance in Men OMIM: 180860). ITposiB-
nenus cuaapoma Cunapsepa — Paccena J0CTaTO9HO
MHOT00GPa3Hbl U BKIOYAIOT Pa3nnyiHbie GpeHoTunsL. B
HacTosimed paboTe NpPeaCTaBieH OMBIT KIMHAIECKOTO
Ha6II0IeHKs TallHeHTa MOJIOZIOT0 BO3pacTa, CTpajan-
IIero 3TUM PeIKUM TeHeTHIeCKUM HapyIIeHHeM.

Cunnpom Cunbsepa — Paccena — penkoe reHeTH-
yeckoe 3a00J1eBaHNe, KOTOPOE XapaKTepu3yeTcs 3ajep-
JKKOU pa3BUTHSA IJI0/A Ha 3Tane GepeMeHHOCTH U [OC-
JieIyronieit HI3KOpoCcaocThio [1]. Biepsrie 3ab0ieBaHe
OBIJIO OMUCAHO B CepeIMHE MPOILIOTO CTOIETUS aHT TN -
CKMMH uccenosatenamu: B 1953 r. H. Silver, B 1954 r.
A. Russell. B 6onbmuHCTBE cnyuaeB 3To 3aboneBaHue

CBA3AHO C reHeTHYeCKMMU PUYMHAMH B BHJIe aHOMAJTHIA
7,11, 15, 17, 18 xpoMocoM, KOTOPbIe OTBEYaIOT 32 POCT.
MaspYMKy M eBOYKH GOJIeI0T 0IMHAKOBO YacTo |2, 3].

K denHorrnmyeckum ocobeHHOCTAM OTHOCATCA Ha-
pylIeHHe TPONopuUui Tesa, TpeyrojbHas dopma Juia,
MHUKPOTHaTHA HWXKHeH 4YestoCcTh, Y3Kue rybbl, yroiku
pTa HeMHOro onyileHsl («pot kapna»). Hé6o Bbicokoe,
B HEKOTOPBIX CAy4YasAX MOXKeT ObITh ¢ paciieJMHOi —
«BOJIYbA NACTb». YIIM 4aCTO OTTONbIPEHbI, UMeeTCA
«nceBaoruapoledanusa», Ha Koxe MOryT ObITh TMIMeH-
THBIE ATHA [4].

[ToMuMO cTHIM au33aMOpuoreHasa HabmwoaaTCA
pasnMyHbIe HapyLIeHHs CO CTOPOHBI BHYTPEHHUX Opra-
HOB. CO CTOPOHBI Cep/ievHO-COCYUCTOM CUCTeMBI 4ac-
TO BBIABIAETCA CHMHYCOBasA apuTMHA, 0J10Kaza HOXeK
ny4ka ['vca, mopoku cep/ua (poJanc MUTPajJbHOro K
TPUKYCIHAILHOTO KJaNaHoB, J0NOJHUTeILHAA Xopaa
JKesy/ouKa). BapuaTUBHBI HAPYIEHUS CO CTOPOHBI Ke-
NYJI0YHO-KMIIEYHOT0 TpaKTa (ractpodsodareanbHblil
peduokc u auckunesus JKBIL, B TSOKeNbIX ciydasnx re-
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NaToLeJIIONAPHAA KapUMHOMa), PACIPOCTPaHeHb CUH-
ApPOMBI ManbabcopOINT U TUNOrTUKeMUU. TacTEIMU
aHOMaNHAMH MOYENOJOBOH CHCTeMBbI IPH CHHAPOME
CunbBepa — Paccena ABNAOTCS HeOPa3BUTHE FeHUTA-
JIMiA, TUIOCTIAIUS, KPUIITOPXU3M, anaasus MaTky y fe-
BoueK [5]. B mnazeHdecTBe ¥ paHHeM AeTCTBe MalleH-
TBI MOTYT UMETh 3aflepKKy MOTOPHOTO pa3BUTHS (JIer-
KYI0 WM YMEPEHHYI0) U3-3a BhIPaKEHHOH MBIIEUYHON
TUIIOTOHMH, TaKXKe JIeTH MOTYT OTCTAaBaTh B PEUEBOM
passutui [5]. B ropmoHanbHOM npoduie oTMedaeTcs
neduuut comaroTponHoro ropMona (CTT'), nHcynnHo-
nono6Horo ¢akropa pocta-1 (U®P-1), KoTopslii Tpeby-
eT Ha3HaueHUs reHHO-MHXeHepHOro ropMoHa pocTa [5].
Crenuduyeckoro neveHus cuiaapoMa Cunbeepa — Pac-
cesa Her.

B kauecTBe puMepa MPUBOANM COGCTBEHHOE Ha-
GroeHne KIMHUYECKOTO TeYeHNs JaHHOTO CHHAPOMA.

Knuauyeckoe HEIGJ'IIOII.EHHG

Ha npuem k andokpuronozy obpamuncs nayuexm P.,
Myxcuuna 26 nem. ITy6auxyem omozpaguro nayuenma
(coznacue Ha ony6auKosaxue NOIY4EH0) — PUCYHOK 1.

JKano6 axmuero He npedss6ns, HANPAGIeH Ha KOH-
CYNLMAUUI0 NOCTE NPOXOHOEHUS nepuoduteckozo medoc-

Puc. 1. IMayuenm P., 26 nem
Fig. 1. Patient R., 26 years old
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MOmpa ¢ énepesie BuIABNEHHOU ZUNEPZIUKEMUEH NAAZMBbL
Hamowax 7,0 MMONb/ L.

W3 anammesa: poxcdex om namoil bepemMeHHOCmU.
Cmapuuue 6pamss 30opossl. Jlanrsie podel p Mamepu Osinu
mpemusu, cpouisie 8 39 nedens 8 g20duuHoM npednexca-
Huu. Co emopozo mpumecmpa Oepemernocmu 6si10 duaz-
HOCMUPOBAHO OCNONCHEHUE 8 8UJE CUHIPOMA BHYMPUYM-
pobroi 3adepcku pazsumus naoda. B podax passunace
maxcenasn acuxcus. Macca peberxa npu poxcoerui 6611a
1500 2, dnuna mena 38 cm, oyenxa no wxane Anzap 2/5
bannos.

Cocmosnue pebenxa nompe6osano ezo0 OnuUmMensHol
20cnumanu3ayuu. B meuenue mpex Mecayes Haxoounca Ha
avixaxcusanuu 8 demcxoi 2opodckou onsruye N° 2 20po-
da Teepu. [lanee 6sin gvinucar ¢ maccoit 2150 z ¢ duazio-
3oM: Tunepmen3uonno-zudpoyedansisiii cundpom, 3adep-
HCKA NCUXOMOMOPHOZ0 PA3BUMUSA, ROCIMHAMANLHASA 2U-
nompogua 3 cmenenu. Habnwdanca ambynamopHo
YHACMKOBbIM NEFUAMPOM U CREYUATUCTAMU ROTUKIUHIU-
KU 10 MeCny Hcumenscmea (Heeponoe, 0pmansmMonoz, Xu-
pype, opmoned). Jo so3pacma 12 mecayes no iunusm we-
PBHO-NCUXUHECK020 PA36umus omcmaean wa 2-3 anux-
pusHeix cpoxa. Omcmasanue coxpansnocs u nozouee. B
wxony nowen 8 9 nem. Yuunca ydosnemaopumenso.
Oxonuun 11 xnaccos obuyeobpasoeamensrou wxonsl. Ja-
Jlee nony4un evicuiee obpasosarue 6 Teepckom zocydap-
cmeeHHoM yHuGepcumeme. B nacmosaujee epema paboma-
em CUcmeMHsIM AOMUHUCTRPAMOPOM.

B 643U ¢ 0MCMAsaHuemM 6 pocme, NCUXOMOMOPHOM
paseumuu 6 6o3pacme 2 Jem 6nepesie NPOKOHCYN6IMUpo-
8a 0emcKuM IHIOKPUHOTI020M U 2ZEHEMUKOM, 3aN0003pPeH
cundpom Cunsveepa- Paccena. Odnako obcnedosanus no
MoMy n0BOAY He NPOXOOUN 6 CEA3U C CeMeUHBIMU 06CMO-
amenscmeamu 0o ospacma 12 nem. Ha mom momenm
CHOBA 0CMOMpPEH eMCKUM SHOOKPUHONI020M. [InA ymouHe-
Hua duaerosa Ovin Hanpaenen 6 JITTY zopoda Mockebt, zde
Gvtio nodmeepacdeno zenemuueckoe 3abonesanue. Boin
o6cnedosan: nopokos paseumus 6HymMpeHHUX 0p2aHoe
viA6/1eH0 He Obin0. TopMoHansHbii npoduns npodemoH-
cmpuposai uzonuposanuvitt CT-deduyum. C 12 nem do
18 nem nonyuan unsekyuu npenapama 20pMoHa pocma. 3a
apems mepanui esipoc Ha 34 cm. Taxoice Gbin 8via81€H Cyo-
Kknunueckuil eunomupeos. K neueruro 6vin pexomendosan
negomupokcur Hampus. I[To docmusxrcerui 18 nem 8 c643u
C 3aKpeimueM 30H pOCMA U CHAMUEM ZpPYNnbl UHBATUIHO-
cImu 20pMOH pocma b1 OmMeHeH. JIeBOMUpoKCUH Hampus
OmMeHUN camocmosmensHo. Ha pucynkax 2 u 3 nped-
cmaenena dunamuxa Habopa Maccel meaa u pocma nayu-
enma P. coznacro danHsiM MeOUUUHCKOT JOKYMEHmMayuu.

ITo docmudiceruu cosepuierHoNemus 3a MEOUUHCKOU
NOMOUBI0 ONUMENsHO He 00pauancs u Ha OUCNAHCEPHOM
yueme no Mecmy HUmenscmea 8 RONUKIUHUKY He COCMO-
an. K andoxpunonozy ne obpauancs.

B go3pacme 26 nem npu npoxoxcoenuu nepuooutec-
K020 MEGUYUHCKO20 OCMOMpPA 8nepabie 8blA6IeHa 2Unepe-
JIUKEMUSA, He CONPOBOHCOABUAACA MUNUHHBIMU KIIUHUUEC-
KUMU CUMNMOMAMU 8 8ude NOTUYPUL, noauduncuu u m.o.
O6pamunca k aHOOKPUHONOZY HACMHOZ0 MEOULUHCK 020
yenmpa.

Ipu obuenuu #anob Ha camouyscmaiie ie npedsae-
nan. Ipu ocMompe ommetensi Makpoyeaniis, nuyo mpe-
Y20NBHOU opMbl, OMMONbIPEHHbIE VUL, YKOPOUEHHBIE
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Puc. 2. Jlunamuxa seca nayuenma (no danuwbim MeduyuHcKou dokymeHmanui)
Fig. 2. Dynamics of patient weight (according to medical records)
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Puc. 3. Junamuxa pocma nayuenma (no oannsim Meduyunckou dokymenmayuu)
Fig. 3. Dynamics of patient growth (according to medical records)

nanvyvt pyx. Pocm 140 cm, eec 36 ke, UMT 18,37 kz/m2.
Dusuueckoe passumue 0HeHb HU3K0e, OUCZAPMOHUYHOE 3d
cuen CHUNEHHOU Maccel med.

Boino nasnauweno nabopamoproe obcaedosarue dns
YMOUHEHUS. COCMOAHUSA Y27ieB00H020 00MEHA, BLIAGTEHUSA
depuyuma sumamuna D. Ilo peayromamam: aiuxemus
naa3mel Hamouwgax 6 dunamuxe 8,43 MMOJb /7 (8bitue HOp-
Mol 7 Mmoaw/n), HeAlc — 8,8 % (sviue Hopmot 6,0 %),
25-OH-JI — 29,5 ne/mn (munce nopmet 30-100 m2/Mmn).
YposeHs enuxemut U enUKO3UIUPOBAHHO20 2eMO2N100UHA
COOMBEMCMBOBANU KPUMEPUIM OUAZHOCMUKI CAXAPHOZ0
duabema.

botn evicmasnen duazros: E13.8 Caxapnoii duatem
Ha pore zeHemuteckozo 3a601e8AHUSA, BNEPBbIE BLIABIECH-
Hotil (yenv HeAlc menee 6,5 %). Q87.1 Cundpom Cunvee-
pa-Paccena. E 55.9. Hedocmamounocmo sumamuna D.
E64.0 Jepuyum maccot mena nezkoi cmenexu.

BHIOKPUHOI020M O6LI0 peKkomerdosano neyerue: du-
ema cmona 9 no Ieesnepy; dosuposannsie pusuueckue
Hazpysku; kanua wodud 100 mxe/cymxu dnumensro; xo-
nexanvyupepon 8000 ME 6 cymxu — 2 mecaya, danee
2000 ME & cymku dnumensHo; IneMeHMapHoi Kanbyuu
1000 mz/cymxu nocmosHHo.

Ilayuerm noemopHo nocemun IHOOKPUHONI02A Hepe3
3 mecaya 0na oyenxu ezo cocmosnus 6 dunamuxe. Io pe-
3YNMAMaM JeHeHus: ommenaem yaydieHe obuezo co-
CIMOAHUSA (IMOUUOHANBHBIL (POH, MblUEUHAA CcUna);
docmuzHymol Yenegole YPOSHU 2AUKeMUU (HAMOWaK MeHee
6,5 mmons/n, uepes 2 waca meree 8 mmonv/n), HeAlc
5,4 % (menee 6,5%), 25-OH-J — 45,6 Hz/mn (Hopma).

OG6cyxaeHHe

K 0co0eHHOCTAM JAHHOTO KJIMHUYECKOro ciIydas
cllefiyeT OTHECTH: MATKOE Te4eHue CHHAPOMA, OTCYT-
CTBHE TIOPOKOB Pa3BUTHA BHYTPEHHUX OPraHOB, H30JIH-
poBauubli CTT-neduumt (6e3 neduira Apyrux Tpormn-
HBIX TOPMOHOB), TMIIOTHPEO3 HOCUT TPaH3UTOPHBIH Xa-
paxTep, MalMeHT MOJHOCTBIO COLMANbHO aalTHPOBaH.
Kpome Toro, y marueHTa nMeeTcs He XapaKTepPHBIH U1
CHHAPOMa caxapHbli inabeT. B JaHHOM cily4ae ypoBeHb
TJIMKEMHH JIETKO TIO/IlaeTcs KOPPeKLUH IMeToTepanuen.

Jaxkno4yeHue

Cry4aii [eMOHCTPHUPYeT BAKHOCTE PaHHel AUarHOCTH-
KM IIPHYHH HU3KOPOCJIOCTH 1 HEOOXOIUMOCTD PerysipHO-
ro AMHAMHYeCKOro HabIF0eHHs MTALKeHTOB C JAHHOM [Ipo-
61eMO¥i B I€TCKOM M BO B3POCJIOM BO3pacTe.

59



BEPXHEBOJIXXCKUNIA
meduyurckuli KYPHAJ

60

o

Tom 23, Ne 4, 2024

CHHCOK HCTOYHMKOB

Saal H.M., Harbison M.D., Netchine I. Silver —
Russell Syndrome. [updated 2024 May 9]. In: Adam
M.P., Feldman J., Mirzaa G.M., Pagon R.A., Wallace
S.E., Amemiya A., editors. GeneReviews® [Internet|.
Seattle (WA): University of Washington, Seattle;
1993-2024.

Bliek J., Terhal P., van den Bogaard M.]., Maas S.,
Hamel B., Salieb-Beugelaar G., Simon M., Letteboer
T., van der Smagt J., Kroes H., Mannens M.
Hypomethylation of the H19 gene causes not only
Silver-Russell syndrome (SRS) but also isolated
asymmetry or an SRS-like phenotype. Am ] Hum
Genet. 2006; 78(4): 604-146. doi: 10.1086,/502981

Spiteri B.S., Stafrace Y., Calleja-Agius J. Silver —
Russell Syndrome: A Review. Neonatal Netw. 2017;
36(4): 206-212. doi: 10.1891/0730-0832.36.4.206

Wollmann H.A., Ranke M.B. Patients with Silver —
Russell-Syndrome from Birth to Adulthood:
Diagnosis, Development and Medical Care. Pediatr

Endocrinol Rev. 2017; 15(Suppl 1): 85-91. doi:
10.17458 /per.vol15.2017.wor.patientssilverrussell

Marczak-Haiupka A., Kalina M.A., Tanska A.,
Chrzanowska K.H. Silver — Russell Syndrome —
Part I: Clinical Characteristics and Genetic Back-
ground. Pediatr Endocrinol Diabetes Metab. 2015;
20(3):101-106. doi: 10.18544 /PEDM-20.03.0009

l{8emkoBa HUHHa [eHHaObeBHa (KOHMaKkmMHoeE
NUYo) — K.M.H., doyeHm Kagpedpsl 3HOOKpUHONO2UU
®re0Y BO TBepckoi MY MunzdpaBa Poccuu;
170100, TBeps, ya. CoBemckas, 9. 4;
inna-zvetkova@mail.ru

lMocmynuna 8 pedakuuto / The article received
21.10.2024.

lMpunama k ny6aukauuu /Was accepted for
publication 06.11.2024.



