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Kombunauua Down/Klinefelter cungpom —
kAuHuyeH cayvail
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Peslome

BvBegeHue: Couyemanuemo Down/Klinefelter cuxgpom e
onucaHo 3a nopBu nbm npe3 1959 2. om Ford. Yecmomama my e
0.4-0.9/10 000 HoBopogeHu Momyema. OnucBame cvBmecmHama
paboma MeXgy MeguuuHcku U HemeguuuHcku cneuuaaucmu
npu cemedcmBo ¢ Down/Klinefelter cuHgpom € ueA onmuMaAHo
(Gu3uyecko u ncuxoMomopHO pasBumue u UHMe2pauua Ha gememo
8 obwecmBomo.

Mamepuan u memogu: Momue Ha 4 2. 6 M., pogeHo om
Bmopa puckoBa GpemenHocm (malka Ha Bo3pacm 44 2.), ¢ (+)
buoxumuyeH ckpuHuHe. Mpu pakgaHemo ca ycmaHoBeHU cmu2mu 3a
Down cuHgpom. Om kapuozpamama: g8e XpoMO30MHU NamoAo2uu
— 48, XXY,+21. Tlpu HabalogeHuemo ca guazHoCMuuupaHu:
NbpBUYEH XUNOMUPEOGU3bM, EenUAENCUs, CUAHO BAOWEHO 3bOHO
3gpaBe. [lopagu MyckyaHama XxunomoHus U u3ocmaBaHe 8
NCUXOMOMOPHOMO pa3Bumue € HacoueHo 3a KoHcyamauus u
pexabuaumauus Ha 10 m.8. nbpBoHayaaHo 8 AIMCIT, a om 2 2.8. u
8 ueHmup ,ArmepHamuBa“, cneuuaausupaH 3a paHHa guazHocmuka
U pexabuaumauus.

Pesynmamu: PacmeXbm Ha gememo cbBnaga ¢ mosu
Ha obwama nonyAauuA. [lobpa aganmauua 8 macoBa gemcka
2paguHa om 4 2.8., kbgemo pabomu gONbAHUMEAHO C A020Neg
U pecypceH yyumeA. pogbakaBa ga usnoa3Ba CouuaAHu ycayau
kom ,AxmepHamuBa‘, 8 moBa uucro My3ukomepanus, TEACCH,
Brushing. Mcuxono2uuHomo u3caegBare Ha 4 2. u 2 M.: Hanpegok B
camocmosmeAHocmma u puHama momopuka, noaBa Ha mpeBoXkHu
amaku, ymepeHa ymcmBeHa u30CcmaHarocm, no-uspaseHa B
COUUAAHama, eMOUUOHaAHA 0baacm U ekcnpecuBHama pev.

Juckycua: Pannama uHmepBeHuus, ekunHuam npuHuun,
goBepuemo kakmo mexgy ekunume, maka u mMexgy cemedcmBomo
u ekunume ca OCHOBONOA@2AWU NPUHUUNU 3@ NOCMU2AHE Ha
couuaaHa camocmosameAHocm 68  makcumaaHo  Bb3mokHama
CMeneH.

KnloyoBu gymu: Down/Klinefelter
NCUXOMOMOPHO pasBumue
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Introduction: The combination Down / Klinefelter syndrome
was first described in 1959 by Ford. Its frequency is 0.4-0.9 / 10
000 newborn boys. We describe the joint work between medical and
non-medical specialists in a family with Down / Klinefelter syndrome
in order to optimise the physical and psychomotor development and
integration of the child into society.

Material and methods: A boy aged 4 year and 6 months,
born from a second high-risk pregnancy (mother aged 44), with (+)
biochemical screening. Stigmas for Down syndrome were identified
at birth. From the karyogram: two chromosomal pathologies — 48,
XXY, + 21. The following were diagnosed by examination: primary
hypothyroidism, epilepsy, severely impaired dental health. Due to
muscular hypotension and retardation in psychomotor development
the patient was directed for consultation and rehabilitation at the age
of 10 months initially to a centre of medico-social care for children,
and then from the age of 2 years to ‘Alternative”, a centre specializing
in early diagnosis and rehabilitation.

Results: The growth of the child matches the one of the general
population. There is a good adaptation in a public kindergarten at
the age of 4 years, where a speech therapist and a resource teacher
work additionally with the patient. The child continues to use social
services at “Alternative”, including music therapy, TEACCH, Brushing.
Psychological examination at the age of 4 years and 2 months:
there is a progress in patient’s independence and fine motor skills;
there are anxiety attacks; there is moderate mental retardation that
is more apparent in the social and emotional areas, alongside in the
expressive speech.

Discussion: Early intervention, team work, trust between both
the teams and between the family and the teams are fundamental
principles for achieving social independence as much as possible.
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BuBegeHue

Down cuHgpom e Hali-4eCmomo XpOMO30MHO 3aboAABaHe
¢ yecmoma 1:770 »kuBopogeHu. Om gpyaa cmpana, Klinefelter
CUHZPOM € Hal-4yecmama 20H030MHa aHOMaAuA y 4oBeka ¢ uyec-
moma 1:400-500 »kuBopogeHu momuyema [1]. CovemaHuemo
Down/Klinefelter cungpom (DS/KS) e onucaHo 3a nbpBu nbm
npes 1959 2. om Ford [2]. Yecmomama my e 0.4-0.9 Ha 10
000 HoBopogeHu mMomyema. B usBecmHama HuU Aumepamypa go
2020 2. ca onucaHu 82 »kuBopogeHu u 17 npeHamaAHu cAyyas
[3-5]. OnucBame cvbBmecmHama padboma Mexkgy mMeguuuHcku u
HeMeguuuHcku cneuuaaucmu npu cemeticmBo ¢ DS/KS ¢ uea on-
MUMaAHO Gu3uYecko u NCUXOMOMOPHO pas3Bumue u UHmMezpauus
Ha gememo B8 obwecmBomo.

KAuHuyeH cayyail
Momue Ha Bb3pacm 4 2. u 4 M., pogeHo om Bmopa bpe-
MeHHOCM (nbpBama GpeMeHHOCM € 3aBbpwuAd CbC CNOHMAHEH
abopm B8 3 A.m., malka Ha 44 20g9. ¢ gBykpamHo ycmaHoBeH
aHemuyeH cuHgpom). Mo Bpeme Ha bpemeHHocmma e 06ekmuBu-
3upaH noAoKumeAeH buoxumuyeH ckpuHuH2 3a Down cuHgpom u
nocAegBauwlo peweHue Ha cemelcmBomo 3a 3agbpkaHe Ha nAoga.
PogopaspelweHuemo e 4pe3 naaHoBo cekuuo B8 38 2.c. CobC CcAeg-
Hume nokasameau npu pakgasemo: meaao 3000 2, gbakuHa 50
cMm, obukonka Ha 2naBama 34 cm. AMTAP Ha 18a mMuH — 8, Ha 5ma
MUH — 9. B paHHUA HeoHamaAeH nepuog e omaAeXkgaH Ha mep-
MOA€2A0, egHokpamHo e kopuaupaHa xunozAukemusi, NpUAOXEeHO
AEYEHUE C nAasmampaHcysusd, Gomomepanun, BeHO3HU UHQY-
3UU U aHmubuomuyHa mepanus. BbB Bpov3ka ¢ gucmopduyHUME
cmuzmu, ycmaHoBeHu npu pakgaHemo u MyckyAHama xunomoHus
e npoBegeHo uumoz2eHemuyHo uscAegBane — 48XXY+21, Haxogka
3a Down u Klinefelter cungpom, nomBbpgeHa u Bb8 Bmopa Aabo-
pamopusa. Ha 3 m.8. e guazHocmuuupaHa enuaencusa no noBog
nompenepBaHe Ha kpadHuuume npu cbbyXkgaHe U nocaegBawo
AeyeHue go 3 2.8. ¢ KoHByaekce. MpoBexga Huckogo3upaHo 3amec-
MUMEAHO AeveHue ¢ A mupokcud om 9 m.68.
MuHaau 3aboaaBaHus: BupycHU 3aboAdaBaHuA 3 nbmu, 2UH2U-
Bumu, 3v0HU kapuecu.
(DamuAHa aHamHe3a: bawia ¢ apmepuaAHa XunepmoHus, no
MadyuHa AUHUA — kapuuHomu.
MoHumopupaHe Ha CbCmoAHUEMO:
* Aykcoaoaus no CmaHumupoBa, MeneBa (Puaypa 1):
ole2n0 — go 36/12 2.8. Ha 10mu p. Ha 46/12 2.8 Ha 75mu p,
pesyamam om ycnewHomMo geHMaAHO AGYEHUE.
oPvem — go 36/12 2.8. mexkgy 3mu u 10mu p, Ha 46/12 2.8
mexgy 10mu u 25mu p.
oKocmHa Bv3pacm — uscaegBana Ha 3 u 4 2.8., agekBamHa
Ha kaneHgapHama.
* [13kaloyeHu ca cbpgeyHa, 6bbpeyHa aHoMaAusa, uboAuakus,
HapyweHusa B cAyx u 3peHue. Tabauua 1 npegcmaBa oco-
beHocmu B8 kauHuyHUA cmamyc npu gBeme CbCMOsAHUA U

onucBanus nauueHm [3, 6].

OcHoBHU MoMeHMU B8 ncuxoMomopHOmMO pasBumue: myc-
KyAHa XunomoHuA om pakgaHemo, NPoXOguA Ha 26/12 2.8.,
CvbyBa ce u ce obyBa ¢ nomow. Obuya ga uepae ¢ Bpocm-
HUUUME cu, mpygHo cna3Ba npaBuaa. MpousHacs camo oko-
A0 10 gymu, nopagu koemo yecmo uma nposBu Ha azpecus.
MocewaBa macoBa gemcka 2paguHa om 4 2.8. ima mpyg-
Hocmu ¢ gbBkaHemo, pecnekmuBHO XpaHeHemo & HeNbAHO-
UEHHO U HecamocmosmeAHo — malikama cgouBkBa xpaHama
u A gaBa Ha gememo, a camama ma e ¢ kapuecu. C moBa cu
00ACHUXME NpuYyuHama 3a BAOWEHOMO CMOMAMOAORUYHO
3gpaBe Ha okoao 2-3 2.8. [lememo e npegcmaBeHo npeg
TEAK Ha 10 m.B. u e noayuuno ekcnepmHa oueHka Ha yBpex-
gaHe 80% cmeneH ¢ yyxkga nomoul. 13noA3B8a couuaaHu yc-
Ayeu om 1 2.8., nopBoHayarHo B gom 3a Meguko-couuanHu
2pwku 3a geua, a caeg moBa B8 ueHmop ,ArxmepHamuBa“ no
npozpama 3a paHHa uHmepBeHuuA Ha geua. Mpu nopeguua
0m gOMaWHU NOCEWEHUA ca onpegeAeHu BbamokHocmume
U npobaemMume B8 pa3Bumuemo Ha gememo U pogumeAcku-
am kanauumem 3a epwkama my. [ledHocmma e noyacoBa
U Ce peaausupa om MyAMUQUCUUNAUHAPEeH ekun — A020neg,
NCUX0AO2, CNeuuareH negazoa. 113noA3BaHu memogu: My3u-
komepanuga, TEACCH, Brushing, MoHmecopu.
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Tabauua 1. Cumnmomu npu Down/Klinefelter cuigpom

Cumnmomu DS KS Mpu nauuenma

Yecmoma 1:500-770 1:1000 0.4-0.9:10 000 mvXke

buoxumuyeH ckpuHuH2
lpenamannu - (+) BuoxumuyeH ckpuHuHz 3a DS
(Demaana mophoroaus

Havano PaxkgaHe Mybepmem

JucmopduyHu cmuzmu TunuyHu ﬂucnpg:::tslazsx:ﬂpbcm, +
MyckyaHa xunomoHus + - ++
YmcmBeHa usocmaHanocm B pasauyHa cmeneH Bo3moxkHa +
Pacmex Hucok pocm Bucok pbem Hopma
Enuaencus + - +
YBpega Ha cayxa + - -
OyHu npo6aemu + - -

AVSD; VSD; mempanoaus Ha (ano;

XunepmoHusa, mpom60o3u -
npobAemu ¢ MumpaAaHama kaana

Copge4Ho-cbgoBu

MyamunaeHa ckaeposa,

imyHHa cucmema Yecmu undekuuu -
peBmamougeH apmpum, Aynyc
EHgokpuHHa cucmema Xunomupeougusom, T13, T23[1 Xunepzotagomponer Xunomupeougusom
XunoegoHagu3oM, MemaboAumeH cm
l'acmpo-uumecmunalma cucmema + - -
OpodapuHzeantu + - +
(Mepmuaumem HamaneH CuAHO HamaneH
T — CuAHo noBuweH: germ cell MoBuweH: ekcmpazoHageH germ )
mecmukyaapeH, AeBko3a cell, MaeyHa Xne3a
Obcvkgane 3aknloyeHue
* OcHoBHUME npobAaemMu cnopeg Malkama ca AOWOMO guB- MpegcmaBeHuam KAUHUYEH cAyYad e uskAlouumeAHo pAagok —
kaHe — HENbLAHOUEHHO U HECaMOCMOAMEAHO XpaHeHe, koe- cnopeg Hakou aBmopu 0.098% y HoBopogeHume geua [6]. Kovaleva
mo Bogu go HeBb3mMOoXkHOCM 32 UEAOgHEBHO NOCEWeHUE Ha u Mutton [7] Hamupam madyuHama Bb3pacm 3a Hali-CUAHUAM puc-
gemcka 2paguHa. [lememo e o6wumeAHo, Ab6Be0BUAHO, HO koB dakmop 3a DS/KS — maika Hag 35 20g. u cpegHa Bvb3pacm Ha
usocmaBaHemo B peuma Bogu go npoABu Ha azpecus kom gBamama pogumeAu Hag 38 20g. KombuHauuama DS/KS e ¢ Bu-
geuama, maikama u ekuna. cok puck 3a cepuo3Hu CbCMOAHUA: eMOUUOHAAHU U noBegeHyecku
* QuepmaBawume ce npeg ekuna npobAaemMu ca HapacmBauwia NPOBAEMU, AOWIO XPaHEHe, OCMEONEHUA, CbPgeyHU, UHGEKUUO3HU,
azpecus u mpeBokHocm Ha gememo, 3ampygHaBawa ce XeMamOoAO2UYHU U OHKOAOZUYHU 3aboAABaHuA. [Jo momMeHma pac-
komyHukauusa cbc cemedicmBomo. CobxpaHaBaHe aBmopu- meXkbm Ha gememo cbBnaga ¢ Mo3u Ha obwama nonyAauus u ca
mem Ha ekuna npeg maikama u koako goA20 € yMecmHo ga 0bekmuBu3supaHu camo usocmaBaHe 8 ymcmBeHomo pasBumue u
ce pabomu C eguH u Coll ekun. xunomupeougu3sbm. Heobxogumu ca cucmemHu, 2bBkaBu u egHo-
e CucmemHo BogeHe Ha MeguuuHcku npeaaegu C UEA paH- NoCcoYHU gedcmBuA om cmpaHa Ha MeguUUHCKU U HemeguuuHcku
HO omkpuBaHe Ha cbnbmcmBawu cbemoAHUA, kakmo u ekunu koM gememo u cemedcmBomo ¢ UgA nocmu2aHe Ha couu-
u3noA3BaHemo Ha couuaaHume ycayeu u TEAK pewenusma anHa camocmosameaHocm B makcumanHo Bv3moXkHama cmene,
— gaau ca npaBa, 3agonkeHus uau Bb3moXkHOCM Ha geme- gobpo 3gpaBe u kauecmBo Ha kuBom.
mo/cemelicmBomo 3a MOHUMOpPUpaHe Ha 3gpaBHomo My
CbCMOAHUE.
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