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Peslome

CuHgpoMom Ha Comoc e pAgko 2eHemuuHo 3aboAABaHe,
egHakBo 3acAzawlo mMbke u dkeHu. Pa3BuBa ce npu 1:14000
kuBopogeHu geua. /137882 ce CbC CbpgeyHu, YepenHu U 6bbpeyHu
aHOMaAuu, Xxunepaakcumem Ha cmaBume, HeOHaMaAHU YCAOXKHEHUA
u gp. AuazHocmuuupa Ce mpygHo nopagu pasAudHu akmopu,
BkalouumeaHo cybekmuBHU makuBa om cmpaHa Ha pogumeA UAu
Aekap, a U nopagu npuyvuHama, Ye He npu Bceku cAyyad Ha CuHgpPoOM
Ha Comoc ce omkpuBa mymauua Ha NSD1 2eHa.

B kAuHUYHUA cAyyal cmaBa Bonpoc 32 8-20gUWHO MOMYE
CbC cuHgpoM Ha Comoc, pogeHo B8 41 2ecmauuoHHa cegmuua no
onepamuBeH nbm ¢ meaao — 4050 2, gonkuHa — 50 cm.

OnucaHume 8 cmamusama geguuumu 3Ha4umo 3ampygHaBam
AUYHOCMHOMO U COuuarHo (yHKuuoHupaHe u Bo3moXkHocmma 3a
edekmuBHa couuarHa aganmauua 8 cobcmBeHama Bv3pacmoBa u
CouuaAHa cpega.

KalouoBu gymu: cuxgpom Ha Comoc, uepeGpaneH
2U2aHmu3obM, pegku 2eHeMUYHU 3ab0AABaHuA
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Abstract

Sotos syndrome is a rare genetic disorder that equally affects
males and females, occurring in approximately 1 in 14 000 live
births. It is characterized by cardiac, cranial, and renal anomalies,
joint hyperlaxity, neonatal complications, and more. Diagnosing
the condition can be challenging due to various factors, including
subjective assessments by parents or physicians, as well as the
fact that not all cases of Sotos syndrome exhibit mutations in the
NSD1 gene.

The clinical case involves an 8-year-old boy with Sotos
syndrome, born at 41 weeks of gestation via cesarean section,
weighing 4050 g and measuring 50 cm in length.

The deficits described in the article significantly hinder
personal and social functioning, as well as the capacity for effective
social adaptation within one's age and social environment.
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BvBegeHue

CuHgpomom Ha GComoc e pAgko 2eHemuyHo 3aboadBaHe,
egHakBo 3acAzawo Moke U XKeHu.

Yecmoma: 1:14 000 »kuBopogenu geua [1].

KauHuuHa kapmuna: CuHgpombm Ha Comoc ce u3:BqBa
CbC CbpgeyHu aHOMaAAUU, YEepenHu aHomaAuu, xunepaakcumem
Ha cmaBume, HEOHaMaAHU YCAOXKHEHUA, GbLOPEYHU aHOMaAuu,
ckoauosa, 2bpyoBe. 3aboaaBaHemo ce guagHOCMuuupa MpygHO
nopagu pasauyHu gpakmopu, BkalouumeaHo cybekmuBHu makuBa om
cmpaHa Ha pogumen uAu Aekap. He npu Bceku cayyal Ha CUHgpPOM
Ha Comoc ce omkpuBa mymauua Ha NSD1 2eHa. CaegoBameAHo
2eHemuyHume mecmoBe He ca Ha 100% cu2ypeH HayuH ga ce
omxBopAu Haau4uemo Ha makoB (npu Aunca Ha Mymauus Ha NSD1
2eHa). EguHcmBeHama HaAuyHa mepanua € CuUMNMOMAamMuyHa
makaga.

(Dusuuecku cumnmomu: Hakou om duauyeckume cuMnmomu
ca cBpbxpacmex, Bucoko YeAo, gbA20 MACHO AUUE, 3a0CMpeHa
bpaguyka, HakAOHEHU HagoAy o04u, CcAab MyCKyAeH MOHyC,
noBegeHyecku Haxogku ¢ pascmpolicmBo om aymucmuyHUA
cnekmop [2].

(Qusuvecku ycrokueHus: (Qusuveckume ycAoKHeHUA ce
usABaBam B8 mpygHocmu B8 koopguHauuama, 3agyba Ha CAyxa,
CobPgeyHU U bvbpeyHu npobAaemu, ckoAuosa, npunagbuu, NpodAeMU
CbC 3peHuemo.

HuazHo3a: CuHgpomMom Ha Comoc Cce guagHocmuuupa
C 2eHemuyeH mecm, 06ukHoBeHo B paHHa gemcka Bv3pacm
(ugeHmuQuuupa Cce Xemepo3u20meH namozeHeH BapuaHm uAu
gereuus Ha NSD1). [uazHosa moXe ga ce nocmaBu u cnopeg

cneuuduyHu cumnmomu — uedaromez2aaus, kpaHomez2aAus,
2bpyoBe, usocmaBane B HepBHo-ncuxuyeckomo pasBumue (HIP)
u gpyau [3].

Tepanua: lMopagu Auncama Ha AeyeHue 3a 3aboAABaHemo
€ HaAuyHa camMo mepanuA 3a o0BAagABaHe Ha cuMnmomMume
(mpeBokHocm,  xunepakmuBHocm, COBX/ADHD u  gpyau).
OnucaHume gedGuuumu 3Ha4yuMo 3ampygHABam AUYHOCMHOMO
U COUUAAHO (yHKuuoHupaHe u Bwv3moXkHocmma 3a epekmuBHa
couuaAaHa aganmauusa 8 cobecmBeHama Bb3pacmoBa u couuaaHa
cpega. Haauue e nompebHOCM OM UHMEH3UBHU U CUCMEMHU
A020NEgUYHU 3aHUMaHUA U ncuxoAozu4ecko nognomazaHe, kakmo u
npoyyBaHus Bbpxy Bb3MOXKHUME HAYUHU 3a guagHOCMUUUpaHe Ha
moBa pAgko 3aboaaBaHe, 3a ga MoXe nauueHmume, 6oAegyBaliu
0m Hez0, ga bbgam no-gobpe 062pwkeHU OM cucmemama Ha
3gpaBeonasBaHemo. MoHAko2a B HEOHAaMaAHUA Nepuog Ce Hanaza
(Gomomepanusa nopagu HeoHamaAHa >kKbAmeHuua npu Hakou om
nauueHmume. Cowo xapakmepHu ca 3aboaaBaHusa kamo 2acmpo-
eso(azuarHama pedaykcHa borecm (TEPB) [4].

Mamepuaau u memogu
AHaau3 Ha enukpu3su 06xBawawiu nepuogbm om pakgaHemo
go 8-20guwHa Bv3pacm.

KAuHuyeH cayyail

CmaBa Bvnpoc 3a MoOmYe Ha 8-20guliHa Bb3pacm,
guazHOCMUUUPAHO CbeC cuHgpoM Ha Comoc, owe usBecmeH kamo
uepedpaneH 2uzaHmusoM. PogeHo e no onepamuBeH nom B 41-8a
2eCmauuoHHa cegMuua (nopagu omkpuma guAamauua Ha cavum
verge 8 32-pa 2ecmauuOHHa Cegmuua) CAeg mpema namoAO2UYHO
npomekaa bpemeHHOCM (MbpBume gBe 3aBbpluuAU CbC CNOHMaHEH
abopm BvB Bmopu u mpemu AyHapeH Meceu) ¢ meaao 4050 2 u
goakuHa 50 cm npes M. anpua 2016 2. B nbpBama MuHyma oueHeHo
no Apgar ckaaa ¢ 5 mouyku, cAegoBameAHO guazHoCMUUUPaHo Cbe
cpegHo mexko genpecuBHo cbecmosHue. Ha 5-ma MuHyma oueHeHo
¢ 8 mouku no Apgar ckanama. lNpoBegeHa peaHumauus u BegHaza
cAeg moBa nocmonBa B uHMeH3uBHO omgeaeHue 8 yBpegeHo 06wo
cbCmosAHue. PeaHumauusma ce e cocmosaa om acnupauus Ha Il
u cmomax, 0bguweare ¢ kucaopog 8 npogoAkeHue Ha 3 MUH.

Cnopeg cBugemeacmBa om cemelicmBomo npu gemcku
koHcyamauuu owe B8 nbpBume gBaHagecem Meceua € UMano
CbMHEHUA om cmpaHa Ha AekyBawlua Aekap OMHOCHO HaAuvue
Ha usocmaBae B8 HIMP Ha gememo. Mpu npoBepka Ha enukpu3u
0om no-koCHU nocmbnBaHuA 8 6OAHUYHU 3aBegeHus NO pasAUYHU
noBogu (OBW, TEPB u gp.) ca HamepeHu gaHHu 32 Aeko u3ocmaBaHe
B peuyeBomo pa3Bumue Ha doHa Ha 6bp3o duauyecko pasBumue
(uedanomezanus, kpaHomazeAus), HacouyBawu kbM CUHOPOM Ha
Comoc. 3a nbpBu nbm guazHo3ama e nocmaBeHa Ha 20.11.2017
2. Npu noceweHue 3a koHcyamamuBeH npeaneg BvbB Bpbska ¢
omkpuBaHemo Ha guAamauus Ha cavum verge 8 32 2.c. be3
ycmaHoBeHa cbnbmcmBalwa MO3b4yHA NAMmoAO2UA Ha (emyca.
Pogumeaume cbobuwaBam, ye gememo € 6uro No-CoHAUBO. viano
Yecmu peaypaumauuu CAeg XpaHeHe, koumo OUAU HamaAeHu
cAeg gobaBsaHe Ha aHmu-pedaykcHo masko. Obwama um oueHka
3a pasBumuemo Ha gememo B kbpmadecka Bb3pacm aaacaaa
,HOPMaAHO",

Mpe3s 2019 2. npoBegeHa cpewa Ha MyAMUQUCUUNAUHAPEH
ekun B cocmaB: HayanHUK OmgeAeHue, NCUXoA02, Negazosu u
couuareH pabomHuk OMHOCHO 3ano3HaBaHe U 06CbXgaHe Ha
pesyamamume om npoBegeH ckpuHuse mecm — CARS-2 — ckaaa
32 oueHka Ha geua ¢ pascmpolcmBa om aymucmuyeH cnekmubp,
BkatouBawa uscaegBaqe Ha noBegeHuemo Ha gememo, Hanpumep
OMHOWEHUA C XOpama, uMumauus, gBuxkeHus, emouuu, cmpax uAu
mpeBoxkHocm u gpyau. YcmanoBaBa ce couuo-komyHukamuBeH
geduuum U Aunca Ha uHmepec koM gedHocmu, u3uckBawu
peuunpoyHocm. HabalogaBa ce u Hucko HUBO Ha aBmoOHOMHOCM.

Mo-kocHo, npe3 2020 2. npu gpy20 nocmvnBaHe 8 60AHUYHO
3aBegeHue ca npoBegeHu mecmoBe u e ycmaHoBeH koeduuueHm
Ha uHmeAuzeHmHocm (1Q) cbe cmotnocm 40,6.

0bcvkgaHe

Cnopeg npoyuBaHe Ha Lundberg, Burstedt u Golovleva,
B Hakou cayyau Ha cuHgpom Ha Comoc uma U HaAuvue Ha
XunepuHcyAuHomus. B npoyyBanemo cobwio maka ce 208opu U 3a
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mpygHocmume, cBobp3aHu ¢ guagHoCMuuupaHemo Ha masu pAagka
boaecm [5]. [lpyeo npoyuBaHe ce dokycupa Bbpxy Hykgama om
CNEUUaAHo U KOoHugHmpupaHo BHumaHue KoM nauueHmume Cbe
cuHgpom Ha Comoc [6]. Leventopoulos, Kitsiou-Tzeli u gpyeu
ca HanpaBuau kauHuyHO npoyyBaHe Ha cuHgpoma Ha Comoc,
BkalouBawo 22 nauueHmu [7]. Cole u Hughes npoyuBam KauHUYHU
kpumepuu 3a nocmaBaHemo Ha guazHo3a cuHgpom Ha Comoc
[8]. Tatton-Brown u Rahman onucBam cuxgpoma Ha Comoc
kamo mexaHu3bm, KAuHUYHU npoaBu, gudepeHuuarHa guazHosa u
guazHocmuyeH nogxog. OcBeH moBa me onucBam cuHgpoma Ha
Comoc u Ha MoAekyAapHO U 2eHemuyHo HuBo [9]. Sheth, Moss,
Hyland, Stinton, Cole u Oliver 208opam 3a noBegeHueckume
xapakmepucmuku Ha cuHgpoma Ha Comoc [10].

3aknlovyeHue

OnucaHume geduuumu 3Ha4uUMOo 3ampygHABam
AUYHOCMHOMO U COUUaAHO (QyHKUUOHUpaHe u Bv3moXkHocmma 3a
eekmuBHa couuaaHa aganmauua 8 cobecmBeHama Bb3pacmoBa
U couuaAHa cpega. Haauue e nompeBHOCM OmM UHMEH3UBHU
U CUCMEMHU AO20NEQUYHU 3aHUMaHUA U  NCUXOAO2UYECKO
nognomazave, kakmo u npoyuBaHua GBopxy Bb3moXkHUME
HaYUHU 3a guasHOocMuuupaHe Ha moBa pAgko 3aboaABaHe, 3a ga
MoXe nauueHmume, 6oregyBawu om Hezo, ga Gbgam no-godpe
0b2pukeHu om cucmemama Ha 3gpaBeona3BaHemo.
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