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Peslome

BvBegeHue: Silver-Russell syndrome (SRS) e pagko
3aboraBane ¢ yecmoma 1:30 000 go 1:100 000 HoBopogeHu.
Mopagu u3paseHama KAUHUYHA XemepO2eHHOCM 20AAMA yYacm
om nauueHmume ¢ SRS ca HeguazHocmuuupaHu. OcHOBHUME
xapakmepucmuku Ha CUHgPOMa Ca UHMpaymepuHHama pemapgauus
U nocmHamaaHomo 3a6aBaHe Ha pacmexa, guCMOPGUYHU cmu2Mmu
U MaAhopMauuu Ha gpyau op2aHu u cucmemu.

Mamepuan u memogu: OnucBame 7-20gULUHO MOMUYE C
KAUHUYHU gaHHU (UHMpaymepuHHa xunompodus, He3agoBoAumeAeH
nocmHamaneH pacmexX, NO0-u3paseH N0 OMHOWEHUE HA ME2A0,
gucMopduyHu cmuemu). JuazHosama e nomBopgeHa Ha 10 m.B.
ype3 [IHK aHaauz — 11p15. 3anoyHamo e AeveHue ¢ pacmeXeH
xopmoH (PX) no AuHua Ha ,boazapckama Koaega“ Ha 5 2. 8 m.6.

Pesynmamu: Ha 7 2.6. cmaHgapmHume OmKAOHEHUs
32 pocm u meano ca -0.8. Bce owe pbcmbm He coBnaga ¢
2eHemuyHama npozgHosa. l3ocmaBaHemo B NCuXoMOMOPHOMO
pasBumue e NPeogoAsHO U gememo U3nbAHABa kpumepuume 3a
L,YYUAUWHA 3pArocm’,

Juckycua: [uazHozama SRS e nocmaBeHa paHo bAazo0-
gapeHue Ha cucmeMHume npoduAakmuyHu npe2aegu U ougHkama
Ha aykcoaozuuHume nokasameau. Cv3gageHu ca naaHoBe 3a npo-
CAegABaHe Ha A€YEHUEMO U MOHUMOPUPAHe Ha CbCMOAHUEMO
3a cemelcmBomo u cemedHua Aekap. AkueHmume ca pegoBHO
npoBeXkgaHe Ha npoduAakmuyHu npeaAegu, UHMepnpemauus Ha
pesyamamume, akmuBHO MopCeHe Ha CUMNMOMU Ha XUNo2AUKeMUS,
cmpaHuyHu peakuuu om AeveHuemo ¢ PX u gpyau BpogeHu
CbCMOAHUA.

3aknlouenue: CucmemHume U cbBecmHo npoBexkgaHu npo-
GuAakmuyHU npe2Aegu U UHMEpPNpemupaHe Ha pPesyAmamume
ca knloyoB momeHm 3a ouedka Ha pacmeka u pasBumuemo
Ha gememo, BkalouumeaHo u 3a omkpuBaHe Ha pegku boaecmu.
CogelicmBuemo Ha cemelicmBomo, goBepuemo koM cemelHus
Aekap u ekuna-koHcyamanmu ca 8 ocHoBama Ha omaaeXkgaHemo Ha
geme ¢ pAgko 3aboAABaHe.
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Abstract

Introduction: Silver-Russell syndrome (SRS) is a rare disease
with an incidence of 1:30,000 to 1:100,000 newborns. Due to
apparent clinical heterogeneity, a large proportion of patients with
SRS are undiagnosed. The main characteristics of the syndrome are
intrauterine retardation and postnatal growth retardation, dysmorphic
stigmas, and malformations of other organs and systems.

Material and methods: It concerns a 7-year-old girl with
clinical data (intrauterine hypotrophy, unsatisfactory postnatal
growth, more apparent in terms of weight, dysmorphic stigmas).
The diagnosis was confirmed at 10 months of age by DNA analysis
- 11p15. Treatment with growth hormone was started under the
Bulgarian Christmas charity initiative at 5 years and 8 months of age.

Results: At 7 years of age, the standard deviations for height
and weight are -0.8. The height still does not match the genetic
prediction. The lag in psychomotor development has been overcome,
and the child meets the criteria for “school maturity”.

Discussion: The SRS diagnosis was made in a timely manner
thanks to systematic preventive examinations and the evaluation
of auxological indicators. Treatment follow-up and her condition
monitoring plans for the family and family physician were established,
focused on regular preventive examinations, interpretation of results,
active search for symptoms of hypoglycemia, side effects from
treatment with growth hormone, and other congenital conditions.

Conclusion: Systematic and conscientiously conducted
prophylactic examinations and interpretation of the results are key
moments for assessing the child’s growth and development, including
the ability to detect rare diseases. The cooperation of the family, the
trust in the general practitioner, and the team of consultants are the
basis for raising a child with a rare disease.
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BuBegeHue

Silver-Russell  syndrome (SRS, OMIM #180860) [1]
e pAgko 3aboaaBaHe ¢ uyecmoma 1:30 000 go 1:100 000
HoBopogeHu. Omkpum e om Dr. Henry Silver npes 1953 2. u Dr.
Alexander Russell npe3 1954 2. lMopagu u3pa3eHama KAUHUYHa
XeMepo2eHHOCM 20AAMa 4acm om nauueHmume ¢ SRS ca
HeguagHocmuuupaHu. OcHoBHUmMe xapakmepucmuku Ha cuHgpoma
¢a UHMpaymepuHHama pemapgauus U NOCMHamaAHomo 3abaBsaHe
Ha pacmexka, npugpy)XeHu UAU He om gucMopduYHU cmuamu u
MaA(GopMauuu Ha gpyau Op2aHu u cucmemu. TunuyHama Haxogka,
abHOPMHO MemuAupaHe B u3cAegBaHume pesuoHU Ha XpoMo3oMa
11p15, ce ycmaHoBaBa B okono 35-50% om uscaegBaHume [2].
OnucBame guagHocmuyHUME, MepaneBmuyHUME U NCUXOCOUUAAHU
npegu3BukameacmBa Ha kAuHuu4eH cayyad Ha SRS npe3 nozaega Ha
g0b0AHUYHAMA NOMOW,

KAuHuyeH cayyail

MomuueHue, pogeHo om 1-8a HopmaAaHa GpemeHHocm U
pakgaHe 8 39 2.c. CbC CAegHUME aHmponoMempuyu nokasameau:
meano 2 290 2p, SDS = -2.7, < 10mu p, goamkuHa 47 cm, SDS
= -2.2, < 10mu p, obukoaka 2raBa 33 cm, SDS = -1.1, Ha
50mu p. AganmauuoHHHUAM nepuog e BuA 3ampygHeH kamo e
buAo Heobxoguma kucAopogomepanus 3a 2 gHU, UMaAa e YMepeH
ukmep, AekyBaH ¢ Qomomepanua U nAasMampaHcdysud, 0e3
xunoaaukemuu. Ha 10 m.8. no noBog 3a6aBsate Bv8 dusuyeckomo
U NCUXOMOMOPHO pasBumue u gucMopdUYHU CMU2MU (MPUBZLAHO
AUUE, NPOMUHUPAWO YeA0, aHMUMOH20A0UGHU O4HU uenku, Hucko
nocmaBeHu ywHu mugu) nocmonBa 8 KauHuka no 2eHemuka,
CBAA, Codua ¢ kaunuyHa guazHosa Silver-Russell syndrome

Tabauual. Netchine-Harbison SRS/RSS Clinical Scoring System

(mabauua 1). feHemuyHo u3caegBaHe ce npoBexkga npu Haauvue Ha
4 kpumepua om 06wo 6 no ckanama Ha Netchine-Harbison SRS/RSS
Clinical Scoring System, koumo ca 6uAU HaAUYHU NpuU NauueHma.
06ekmuBu3upaHo € abHOPMHO MemuAupaHe B u3scaegBaHume
peauoHu Ha xpomosoma 11p15 u nomBobpkgaBaHe Ha kAuHUYHamMa
guazHosa SRS.

(amuaHama aHamHesa e HezamuBHa 3a 6AuskopogcmBeH
bpak, Hucvbk pbcm, gucAunUgemuA, paHHU CbpgeyHo-CbgoBu
UHUUgEHMU U 3axapHa 6oaecm. Pocm maika 161.5 cm, Pocm
bawa 170.1 cm, MPH 165.8 cm, TH 159.3 cm. lpozHocmuueH
kpaeH pocm m/y 50mu-75mu p.

Muranume — 3a60A4BaHus  ca  amonuyeH — gepMamum,
egHokpamHo nHeBMoHusA. Ha 6 2.8 e npeboaegyBana om COVID-19,
creg koemo e ¢ HamaneH cAayx om 3BykonpoBogeH mun u go
MOMeHmMa, 6e3 Heobxogumocm om CAyx0B8 anapam.

Meuxuyecko pasBumue: nopBu 3v6 Ha 6 M.B, npoxoguAa Ha
12. 3 M., Ha 10 m.8. KoP 65, cmeHAa 3v6u om 6 2.8., omAuyeH
yyeHuk B 1-Bu kaac 6e3 HapyweHusa B ko2HumuBHume ¢yHkuuu,
NO-CNeuUaAHo peY, npousHoweHue u mamemamuka [3].

Ha 5 2. 8 m.B. no AuHUA Ha ,BoA2apcka Koaega“ cmapmupa
AeyeHue ¢ pacmexkeH xopMoH (PX) x 0.035 me/ke, akmyaaHa gosa
x 0.030 me/ke. 0bekmuBusupaH e gobop omeoBop. Ako geme Cbe
SRS He ce aekyBa ¢ PX, kpalHuam pbem we 6vge 139.9 cm [4].
Cnopeg mexgyHapogHua koHceHcyc, aeueHuemo ¢ PX mpa6Ba ga
3anoyHe ,koakomo moXke no-paHo, kamo npu noBeyemo nauueHmu
cmapmupaHemo e mexXgy 2-4 2.8. [5].

Pesyamamu go 7 2. 3 m.

* [lobpo cbgedcmBue om cmpaHa Ha mailkama u 6abama —

HENbAHOMO cemelcmBo He ce ompasABa Bbpxy 3gpaBemo

Kaunuynu kpumepuu

JeduHuuua

MauueHm

Maako 3a 2ecmauuoHHama Bb3pacm /no0 OMHOWEHUE Ha

< -2 SDS 3a 2ecmauuoHHama Bb3pacm

Teano SDS -2.7

Me2A0 UAU gbAXUHA npu paXkgaHe/ Pocm SDS -2.2
Ha 24 m.8.: gbakuHa < -2 SDS uau < -2 SDS cnpamo
/A\unca Ha nocmHamaaHo HaBakcBaHe
cpegHopogumeAckus mapaemeH pbcm
>
OmHocumeAHa makpouedaaus npu pakgaHemo Obukonkama Ha 2naBa npu pakgaremo e = 1.5 SDS 06. 2A. SDS -1.1
CNpAMO Me2A0mo U gbAKuHama
VI3nbKHAAD YEAD Yeno, usgageHo omBog paBHuHama Ha Auuemo npu fla
cmpaHuyeH usaaeg B8 uHmepBana 1-3 2.6.
Pasauka B8 gbrkuHama Ha goAHu kpadHuuu >0.5 cm
TeAecHa acumempus He

UAU Ha 20pHU kpalHuuu <0.5 cm

3ampygHeHua B8 xpaHeHemo UAU Hucbk BMI

BMI Ha 24 m.8. < -2 SDS, uAu u3noa3BaHe Ha coHga
uAu AekapcmBa 3a noBuwaBaHe Ha anemuma

Teano nog 3mu p
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Ha gememo. bbp3o aganmupane kbm MeguuuHckume 2pu-
Xu, exegHeBHO npunoxkeHue Ha PX, npegcmaBeHo e npeg
TEAK.

[1o MomeHmMa He ca omkpumu meAecHa acuMempus, cmpa-
HUYHU peakuu om npuAoXkeHue Ha PX u conomcmBawu
aHoMaAuu ¢ uskaloueHue Ha gBodHogpeHaXkHa cucmema Ha
geceH bwbpek.

Aykconoeua no kpuBama Ha  Silver-Russell-Syndrom,
KorperhGhe ~ Wachstumskurven — in  Mittelwert  und
Standardabweichungen (Madchen), Quaypa 1.

Teano 21 ke, Ha 3mu p, SDS = -0.8 TM 14.8 — Ha 25mu p.
e Pocm 119 cm, m/y 10mu-25mu p, SDS= -0.8. PacmeXom
e B goAHama 2paHuua 3a obuwiama nonyAauua u nog 2eHe-
MmuYyHama npo2Ho3a.

KocmHa Bv3pacm, npoBegeHa Ha 4 2.8., omeoBaps Ha ka-
AeHgapHama.

Silver-Russell-Syndrom
Korperhche  Wachstumskurven in Mittelwert und Standardabweichungen (Madchen)
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ObcvkgaHe

Silver-Russell syndrome e npegusBukameAacmBo 3a MHO20
MeguuUHCku U HemeguuuHcku —cneuuaaucmu. B onucaHus
cAyval 20AAMama yacm Om npobAeMume ce paspewaBam B
goboAHUYHaMa nomoul 8 mAcHO compygHuuecmBo ¢ KauHuka no
gemcka eHgokpuHoAozus.

MAaH kom cemedcmBomo [5]:

* [paBuaHo xpaHeHe ¢ uea npegnas3BaHe om 3amabcmsBaHe u
MemabOoAUMHU HapyWweHus;

e CucmemHO ABABaHe Ha npeaaegu npu cemedHusa Aekap u
ekung;

 0bACHEHU ca cuMNMOMUME Ha Xuno2Aukemus U HayuH 3a
cnpaBsxe;

* EXegHeBHo npunokeHue Ha PX;

e EXke20gHU KOHCYAMauuu CbC CMOMamoA02, NO-CNEeUUaAHO
0pMOogoHm;

 BknalouBaHe 6 nauueHmcka op2aHusauus;

 Pa320B80p C yyuAuwHume Baacmu 3a CUMNMOMU Ha Xuno-
2AUKEMUA U paHHU HapyweHua B8 yYuAuwHUMe ymMeHus (ap-
mukyaauus, peqHukoB ¢poHg, apummemuka);

* HabalogeHue Ha CoHA — XbpkaHe, CbHHa anHes.

lMAaH Ha cemelHuA Aekap

* Cv3HameAHo npoBekgaHe Ha npopurakmuyHuA npeaneg C
HacouyeHocm koM paHeH nybepmem, HagHOPMEHO ME2A0,
NCUXOCOUUAAHO pa3Bumue U CAyX.

e AkmuBHO mupceHe Ha xunoz2aukemuu u kemoH-emus/ypus
npu 3abonABaHe, gucAunugemus, CkoAauo3a U aHOMaAuu Ha
gpyau 0Op2aHu u cucmemu.

3aknloueHue

HuazHosama SRS e nocmaBeHa paHo OAazogapeHue
Ha cucmemMHume npoduAakmuyHu npe2aegu U oueHkama Ha
aykcono2uyHUme nokaszameau U NCUXOMOMOPHOMO pa3Bumue.
N\eyeHuemo ¢ PX e 3ano4Hamo cAeg NpogbAKUMEAHO HabAlogeHue
om KauHuka no gemcka eHgokpuHoAO2UA U MbpceHe Ha 3akoHeH
gocmbn go AekapcmBomo. CemelicmBomo uma AeCeH gocmbn go
komnemenmer ekun, 0byyeH B paboma ¢ pegku 3aboaaBaHus.

CvBecmHo npoBekgaHume npoduaakmuyHu  npeaaegu
U UHMepnpemauuAma Ha pe3yamamume e B ocHoBama Ha
paHHomo omkpuBaHe Ha omkaoHeHust B 3gpaBemo Bkatouumearo
u pegku 3aboaaBaHuA. Heobxogumo e B8 goboAHUYHAMa NOMOLLL
ga npogbaku  0ByyeHue/peobydyeHue  Ha - cemedicmBomo,
bAauskume U 0obpasoBameAHUme UHCMUMYyuuu 3a npaBuAHo
XpaHeHe, gBuzameAaHa akmuBHocm, eXkegHeBHO uHkekmupaue
Ha PX u cumnmomu Ha xunoaaukemus. [loBepuemo u gobpama
komyHukauus, cucmemHume, 2b6kaBu u egHonoco4Hu gedcmBus
0m cmpaHa Ha MeguuuHcku u HemeguuuHcku ekunu koM gememo
u cemedicmBomo ca B ocHoBama Ha nocmugaHe Ha gobpo 3gpaBe
u kauecmBo Ha >kuBom.
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