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OAHOPOAUTEJBCKAA TUCOMUA NN CUHAPOM
PACCEJIA-CUJIBBEPA

C.x. boxkon6aeBa, E.M. MamobercaabikoBa, X.M. CymianJo,
I.I1. Adanacenko, A.Ill. Kagsiposa, E.I'. Kum
Keipreizcko-Poccuiickuii CriaBsHCKU YHUBEPCUTET
Kagenpa neguarpun
bumkek, Keipreizckas Pecny6nuka

Pe3tome. B cTatbe mpuBOASTCS OCHOBHBIE KJIMHUKO-Ia00paTOpHbIE U TeHEeTHUECKUE PosaBIeHus cunipoma Paccena — CuibBepa,
00YCJIOBIICHHOTO OTHOPOIUTEIILCKON TUCOMHUECH 7 XPOMOCOMBI.

KuoueBble ciioBa: 3ajiepkka (PU3NUECKOTO Pa3BUTHS, KApJIMKOBOCTh, TUCMOpdus JuLa, npusHak J{ro0ya, oqHOpoaANTEIbCKas
JCOMUSI.

BUP ATA-DHEPIEH NAWJIA BOJITOH JIMCOMUS KE
PACCEJI-CWJILBEP CUH/IPOMY

C.[Ax. boxonbaesa, E.M. Mamo0ercaabikoBa, X.M. CymanJo,
I''I1. Ajdanacenko, A.I1l. KaabipoBa, E.I'. Kum
Keiprei3-Poccusinbik CnaBsH YHuBepcureTu
[leauarpus xadenpacsl

bumkek, Keiprei3z Peciyonukacsr
Kopyrtynay. Byn crarbsna Oup onie ara-sHeplieH OONroH 7 XpOMOCOMIYH AWMCOMHSICBIHBIH HermsuHuern Paccen-CribBep
CHHJIPOMYHYH KIMHHKAIIBIK-TA00paTOpAYyK KaHa TeHETHKAJIBIK ©3reYeYKTOpPY YarbULIbIPBIT/bL.
Herusru ce3mep: Qu3HKaIBIK )KaKTaH ©CYITYHYH OacaHIAIIbl, TEKEHETNK, 0T TY3YIYIITYH aucMopdusce, Jrolya denrucw,
Oup ara->HE TUCOMHUSICEHI.

OF UNIPARENTAL DISOMY OR RUSSELL-SILVER
SYNDROME
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G.P .Aphanasenko, A.S. Kadyrova, E.G. Kim
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Resume. The article presents the main clinical and laboratory and genetic manifestations syndrome Russell - Silver caused of

uniparental disomy of chromosome 7.

Keywords: delayed physical development, dwarfism, facial dysmorphia, a sign of Dubois, of uniparental disomy.

Cungpom Paccena — CunbBepa
HacJeCTBEHHOE 3a00IeBaHNE, XapaKTePH3YIOIEeCst
BHYTPUYTPOOHOM 3aJIepIKKOM pa3BUTHA,

KapJIMKOBOCTHIO, TMO3HUM 3aKpPBITUEM POTHUYKA,
HapyuieHrueM (opMHUPOBAHUS CKeEJIeTa.

BnepBeie 3a0ojeBaHHEe OMUCAHO B CEpeIUHE
IpouuIoro Beka. Yactora cuHapoMa B omyJisuuu 1:
30 000, HO B TTOCTIETHKE TOJIBI B CBS3H C pa3padbOTKOM
MPOrpaMMbI IO BBIXaKMBAHUIO MAJIOBECHBIX JIETEH,
a TAKXKE POXKICHHS JIETEH C MOMOUIBIO TEXHOJIOTUIA
AKCTpakopropasbHOro  ormnogorBopenus (DKO)
KOJIMYECTBO HU3KOPOCHBIX JETeM U CHHIPOMOM
Paccens — CunbpBepa yBeIMUMBAETCA. Tun
HACJEeJIOBAHMS HE YCTAaHOBJIEH, MPEAOIaraeTcs
ayTOCOMHO — JOMHHAHTHOE Haclel0BaHue. ITO
BPO’KJICHHBIN MPONIOPLUNOHAIBHO HU3KUH, WITN J1aKe
KapJaUKOBBIA pOCT. Jletnm pokaaroTcst HEOONbIION

muHBL (10 45¢M) U ¢ manoit maccou Tena (1,5-2,5
kr). C romaMu OTCTaBaHHE B POCTE COXpaHsSETCH,
KOHEUHBIN pocT pebenka He Oomee 150 cm. Yacrto
OTMEUAIOTCSI ~ aHOMAJIMM  MOYEBBIICITHTEIBHOM
CUCTEMbI, a y MalBYMKOB IHUCIUIA3US TCHUTATUH.
C Bo3pacToM (opMHUpYyeTCs acCUMETpHUsl Tena
(TynmoBuma, quHa pyk, Hor). Ilpm »TOoM rosmoma
pacTeT cCOOTBETCTBEHHO BO3PACTY, UJIM Uy Th ObICTpEe.
Breipaxkena  gucMopdus  nHMma:  MOTYEPKHYTO
BBITYKJTBIH 7106 (nceBnoruaponedanms),
MakpoOCTOMHUSI C KEJOOKOM Ha YKOPOYEHHOM
n B3AEPHYTOM BepxHEHl rybe («akymuii poT»),
MaJIeHbKOE JIUIIO TPEYTOIbHON (DOPMBI, THITOIUIA3Hs
HIDKHUH YeNIOCTH, BBICOKOE HEOO, OTTOIBIPEHHBIE
yIIW, KIUHOAAKTWINASA V TaNbleB KUCTH 3a CUEeT
JIEBUAIIMK JUCTANbHOU (ananTH (mpusHak J[ro0ya).
Bo3moxubl  ractpo’s3odareanbHas  peQiroKkcHas
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00J1e3Hb, 3a/leprKKa OIOPOXKHEHHUS
xenynka u 3anopel. B 30% ciydaeB orMmevaetcs
MPEXACBPEMEHHOE TTOJIOBOE Pa3UTHUE, OOBIYHO ¢ 5-6
neT, 0oOyCJOBJIEHO TOHOJOTPOMHON CTUMYISLUEH
SIMYHUKOB. B OOJIBLIIMHCTBE CIIy4aeB WHTEIJIEKT
coxpaseH [1].

JlaHHBI CHUHIPOM HMHOTZHA HaOIomaeTcs
B cClydae, eciu peOeHOK yHacienoBal JBe
MaTepUHCKHUE XPOMOCOMBI 7, 3TO, TaK Ha3blBaeMas,
ofHopoauTenbckas aucomus. llpu uccnenoBanuu
METOZIOM MUKPOCATEUIUTHOTO aHAJIN3a ONIPEETSIOT
HapyuieHue MmetunupoBanus reia H 19 u qucomuro
7 xpomocoMmbl. Ho omgHOpomurensckas IuCOMMS
7 xpoMocoMbl HaljeHbl Tosbko y 10% O0nbHBIX
JaHHBIM CHHIPOMOM, Yy JPYTHX TMAalHUEHTOB C
9TUM CHHJIPOMOM XPOMOCOMHOH THaToJOTUU HE
0oOHapy KEHBI. Paznuuuii mo momy HeT,
MYKYMHBl U SKEHIIMHBI CTPAJalOT B OJUHAKOBOMN
crenenu [2].

Jlis  yTOuHeHuss  JAuarHosa, I[OMHMO
XapaKTEPHbIX KIIMHUYECKUX IIPOSIBIICHUH,
PEKOMEHAYIOTCS CIIEIYIOIINE UCCIIEJOBAHNS:

e OrmpeneneHnue ypoBHS caxapa B KpOBH
(HEeKOTOpbIE JE€TH MOTYT MMETh HU3KUH YPOBEHb
IJIFOKO3bI B KPOBH);

e Kapuorunuposanue
XPOMOCOMHBIE TIEPECTPONKH);

e OrmpeneneHre ropMOHbl pocTa (HEKOTOphIE
JIETH MOTYT UMETh JAC(HUIINT);

e Ckenernoe obcnenoBanue (Rh-rpadus) c
YCTaHOBJIEHMEM KOCTHOTO BO3pacTa;

e MukpocareqIuTHbIA aHanu3 jJokyca 7g 33-

(MoryT OBITH

34.

Kak u OONbIIMHCTBO HACIEICTBEHHBIX
3aboneBanuii,cunapomPaccena—CunbBepaHenuMeeT
CHenuQpUIecKoro JicueHusi. Bce Mephbl HalpaBlIeHBI
Ha yJydYllleHHe KadyecTBa KU3HU U HOPMaJU3aluu
BHEIIHero Buja pebeHka. B ciydae BbIpaKeHHOTO
3aMeJICHHs pPOCTa JETSIM Ha3HayaeTcs TOPMOH
pocrta. JIeTsiM ¢ cCoMaToTpONHOM HEJIOCTAaTOYHOCTHIO
WCTIONB3YIOTCS  PEKOMOWHAHTHBIC mpernaparbl
TOPMOHA pPOCTa uenoBeka. [Iponumn KIMHHUYECKYIO
anpo0alrio M pa3peleHbl K HCIOIb30BAaHUIO B
Poccun crenyrorye peKoOMOMHAHTHBIE Tpemaparhbl
TOPMOHA POCTa YeJIOBEKa: HOPIAUTPOTTUH HOPAHIIET
R (Hoso Hopawmck, [lanus), xymarpon (Jlwmiu
O®panc, Dpannus), ronorponud (Ildaiizep Xenc
ABb, lIBenus), caitzen (nuayctpust @apMacbloTHHA
cepano C.m.A., Uranus), pacran (PapMcTanaapr,
Poccus).

[IpuBoguM  COOCTBEHHOE  KIMHUYECKOE
Habmonenue. bompaas K. B. 2.07.13r. poxaeHus

HEOAHOKpaTHO rocnutanu3upoBaiack B [JIKb
CMII r. bumkexk ¢ xamobamMu MaTepu Ha
pPe3KyI0 3amepKKy (U3UYECKOTO Pa3BUTHS W
MEePUOANYECKYI0  AUCPYHKIMIO KHUIICYHHKA B
BHJIEe 3amopoB U monudekanuu. PeOeHOK pokaeH
oT 5-oifi OepemMeHHOCTH, 2-bIX pomaoB. Ileppas
OepeMEHHOCTh 3aKOHYHIIA HOPMAJIBHBIMHU POJIaMH,
pebenky 13 ner. Bropas u TpeTbs OEpeMEHHOCTD
— MEIMIIMHCKHE a0OpThl, YETBEPTAsk — BHEMATOUHAs
O0epemeHHOCTh. JlaHHas GepeMEeHHOCTh JBOWHEH,
I1aHoBas, ocyuectsieHa myreM DKO B Anmarsl
MOJl TPUKPBITHEM (PONMEBON KHUCIOTHI, KOTOPYIO
npuHuMana 1o 12 Henens. B cpoke 24 Henenb
nepenecna OPBU, monywama »xapornoHuxarouye
npenaparel. C 16-TM Hemenp y MaHHOTO IUIOAA
BrepBble ycTaHoBieHa 3BYP. B cpokax recranuu
12 m 28 Hemenp CTalMOHAPHO rnojxydaia
aKTOBErMH, KaBUHTOH. [IpoBeneHO omnepatuBHOE
ponopaszpeuienre B 39 Henemb. [lepBas wu3
JNBOWHM poamiack ¢ Maccor 2,900 u pa3BuBaercs
COOTBETCTBEHHO  BO3pacTy, 3a0poBa. Bropas
neBoyka poaunack ¢ maccoit 900,0 rpamm. [lo 40
JTHEH U3HU HAXOAUJIACh B IEPUHATATILHOM IIEHTpE,
roJTyyaja CUMITOMaTHYECKOe JJeueHne, nmprudaBuia
1400r. IToz:xe 1o MOBOY BBILICH3IIOKEHHBIX JKa100
HaxOoAWIaCh HAa CTAlMOHAPHOM JICYEHUU B BO3pacTe
5,5 u 7 MecsI1IeB.

Hamu o6GcnenoBana B Bo3pacte | roma
3MecsIeB ¢ maccoit 3,200, poctoM S5cM,
OKPY>KHOCTBIO TOJIOBBI 41cM. PeOGeHOK aKTHBHBIH,

CUJIUT  KPAaTKOBPEMEHHO, CTOUT C  OIOPOW,
XONIUT, JepKach 3a pYy4Ky, TYJIUT, €CTb CJIOTH,
yaepKuBaeT  OyThUIOUKY, Kkorma ecT. Jluio
CUMMETPHYHOE, TPEYrolbHOW (OpPMBI, dYepern

ruaporiedanbHol  GopMbI, OOIBIIONW POTHUYOK
1,5x1,5cm., OonpmioN 7100, THUIOIUIA3HS HIDKHEH
YeIOCTH, HE0O TOTUYECKOE, YIIH OTTOIBIPCHBI,
€CTh KIMHOAAKTHINSA Mu3uHLA (mpusHak /[ro0ya),
YacTHYHAs CUHAAKTHIIWS BTOPOTO M TPETHEro
MajbIeB CTOIN cjieBa. Typrop TKaHEW CHFDKEH,
MOJIKOKHO-KHPOBasi KjeTyaTka cnabo pas3BuUTa,
MBIIIIEYHAS] TUIIOTOHUS, CIIU3UCTHIE PO30OBBIC, SI3BIK
rycTo OOJIOKEH Yy KOpHS, 3€B CIOKOeH. B nérkux
KEeCTKoe JpixaHue. TOHBI cepilla pPUTMUYHBIE,
3By4YHbIC, WIYMOB HeT. KUBOT MSTKUW, [E€YECHb
+1,0cM. cTynm mepuoguvecKu OOoNbIIUM 00bEMOM,
IJIACTUIMHOOOPA3HBIH, C 3aMaXOM.

[Ipy aHanmmM3e POOOCIOBHOW  HACIEICT-
BEHHOCTh OTATOLIEHA MO MAaTepUHCKON JIMHUU
MOUYEKaMEHHOW 0O0Je3HBI0, CaXapHbIM IuabeTaM U
OHKOJIOTHYECKUMHU 3a00neBaHusAMU (puc. 1).

OOmuit aHanu3 KpoBHM U OMOXMMHUYECKHE
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Puc. 1. PogocsioBnas 6oanHoii K.B.

MoKa3aTreau B Mpeaenax BO3PACTHOW HOPMBIL. JTumepamypa:
Pe3ko CHIDKEH YpOBEHb COMaroMeIuHa: 25 mMr/ M 1. Silver N.K: Asymmetry, short stature, and variations in
npu HOpMe 55- 327mr/mi. Turp LIMB merozom sexual de.velopment:asyndrome of congenital malformations.
NDA 1:400. Tlpu OaKkTEpHOIOTHYECKOM IIOCEBE Am. J. Dis. Child. 107: 495315, 1964,
. 2. Xepmn M. «/Judpgepenyuarvruas ouacnocmuka 6

KPOBH NaTONOTMYECKOl  (Iophl  HE  BBISBIICHO. neduampuuy. T.1: nep.c nem. - M. : Meouyuna, 1990. — 552 c.
[Ipn komponoruu: pacTUTENbHAs KieTdaTka ++,
KpaxMasit++, KUp HEWUTpaJdbHBIN++, KUPHBIC
KHUCIIOTBI+

Uccnenoanne  kapuortuna: 46, XX,
XpPOMOCOMHOW TNAaTONOruu He BbIABWIO. MPT
TOJJOBHOTO MO3Ta: TNPOSBIEHUS MHUHUMAJIBHOU
HapyxHOW THapornedanuu. Ha peHTreHorpamme
KUCTEH: KOCTHBIA BO3PACT COOTBETCTBYET BO3PACTy
3- 4 mecsues. [Ipu MOJEKyISIpHO — F€HETUYECKOM
UCCIIEJIOBAHUM B  MOCKOBCKON  jaboparopuu
«Deptutlad» METOIOM MHKPOCATEJUTUTHOTO
aHanu3a JiokycoB 7q 33- 34 (D7S2202,
D7S91821) u 7pl12.1-12.3 (D7S2422. D7S2519)
YCTAHOBJIEHO: HapylLIEHUE METUIMPOBAHUS
H19, ogHopomuTenbckass AUCCOMHUS XPOMOCOMBI
7. Jns ucKItOYeHus MYKOBHUCLHI03a B TOU Ke
nabopaTtopuu TPOBEACHO HOCHUTEIHCTBO MYTallUi
del F508, CFTRdel121kB, W1282X, 1677delTA.5T.
AHanusupyemble MyTaluu He BblsiBiaeHbl. Ha Y3U
TOJIOBHOTO MO3ra Maroyioruu He BoisBieHo. Ha Y3U
BHYTPEHHUX OPraHOB — YMEPEHHOE YBEINYECHUE
MOJIKEITYIOYHOM Kee3bl. JlaHHbIe 3a TUIOIUIa3uio
neyeHu u noyek. JIeras mouka 34 x 18mm, mapenxuma
O0OBIYHOM aKyCTUYECKOM TUIOTHOCTH, TOJIIIUHOM 110
9,7MM, YalIEUHO-JIOXAaHOYHASI CUCTEMA PACIINPEHA,
B JIOXaHKE OIpEAeNsaeTcsl KOHKPEeMEHT 5,7X 3,5MM,
MaTOJOTUYECKUX OOBEMHBIX O0pa3oBaHUN  HE
BBISIBJIIEHO.

Takum  oOpa3zoMm, MONHOE  KJIMHHUKO-
naboparopHoe U MOJIEKYJISPHO-TEHETHYECKOe
HCCIIEJOBAHUE TI03BOJIAET IMOCTAaBUTh JMArHO3
«OHOPOAUTENbCKAS JTUCOMUS WITH CHUHJIPOM
Paccena-CunbBepa.
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