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NOTPEBA 04 CAEAEKE HA
JAEHATA CO CMUHAPOMOT HA
BUANJAMC

'Wykaposa-.AHrenoscka E., 'KovoBa M.,
?Kayapcka P., '"Kpctescka-KoHcTaHTnHoBa M.,
SHukonoscke H., ‘lllaxna3osa E., *3opyey T.
'OpQ[en 3a eHROKPHUHONOrNja N reHeTHKa,
20paen 3a kapguonoruja, *0Oggen 3a
HeBponoruji, ‘Og4en 3a Hegpponoruja,
*0gagen 3a ncuxogusnonoruja, KnnHuka 3a
Aercku 6oniectu, Ckonje, Makegoruja

BOBEZ: Co BoBeayBaweTo  Ha
dnyopecuyeHrtHaTa “in situ” xubpuansauuja ce
0BO3MOXM €Ip30 M €AHOCTAaBHO [AOKaXyBarbe
Ha CWHAPOMITTE, W Aeka npuyvHaTa 3a HUB €
BO CYNMWUKPDCKONCKa Aeneuunja Ha epeH oA
xpomodomuTe. Cekoj of OBWE CUHOPOMKM uMma
Npeno3HaTABa KNMHWYKa ekcnpecwja-oapeaeHn
NUUEBWN KapidKTEPUCTUKU U MajOPHU aHOManuu
Ha opraHuTe. CuHapomoT Ha Bunujamc e eneH o
MWKPOAENELMOHNTE CUHAPOMW KOj Ce A0MXMN Ha
Aeneunja Ha xpomosomot 7q11-23. MoTpebaTa
3a BOAEHE Ha Jeuata Co OBOj CUHAPOM
npowsneryea oa ABa acnekTtu. Mpep cé, paHoTo
npeno3HaBatbe Ha KapakTepHuTe OCOOUHY,
cneunnyHOTO OfHecyBare 3af Koe OBU4HO
ce kpve anaboka MeHTanHa petapaauuvja, 6apa
HaBPEeMEHO COLMjanHo neayKaLMoHO Haco4yBarbe
Ha peuata. ()4 Apyra cTpaHa, BNOwyBakeTo Ha
cocTojbata £O KapAnOBacKynapHWOT CUCTEM,
xunepkanuemmjaTa v CKNOHOCTa KOH (hopmuparse
Ha ByOpeXXHV KOHKPEMEHTU e 0 BUTHO 3HaYerbe
3a 3adyByBEH€ HA 3ApaBCTBeHaTa cocTtojba Ha
peuara.

MATEPUJAZT U METOAM: EBanynpann
ce 9 aeua co cMHAPOMOT Ha Bunwujamc. Hanpasex
e obpaszey 3a npeno3HaBare Ha MajopHuTe
3HaUu Ha CMHAPOMOT, a NoToa € AoKaxaH co
NOMOL Ha TekHMKaTa Ha hnyopecueHTHa :"in situ”
xnbpuansauja. fleuara ce npocneneHn BO 04HOC
Ha cuTe napaMeTpu Kage Moxe ja ce oYekyBa

npomeHa-kapguonarvja, xunepkanuemuja,
HebpokanuyyHosa. Kaj cute nauveHTv HanpaseHa
€ 1 NPOLEHK Ha MHTENEeKTYanHUTe KanaumTeTu.
EBanyauujata Ha napameTpuTe e NOBTOpyBa Npu
ceKoja Hape/lHa KOHTpona.

ANCKYCHJA n 3AKJIYHOK:
WckycTeata BO UeHTpuTe kaje ce cneaar
Aeuarta co CaHAPOMOT Ha Bunujamc ykaxkyeaar
Ha notpeba of cneaerbe Ha HWBHOTO 3Apasje
CO OfNef Ha O4eKyBaHWTE MOTEWKOTUN, KaKO U
NoAo6pyBarbe Ha HUBHWOT NCUXOMOTOPEH Pa3Boj
CO NOMOLW Ha TUM OA PA3HOPOAHN CTPYYHM Nuua.
LlenTta Ha 4ecTuTe KOHTPONW € Npeno3HaBare
Ha nopemeTyBarbaTa U HUBHO HABPEMEHO
Koperupare KoMyHukauwjata co peuata w
HWBHWTE POAUTENN NCTO Taka NO3UTUBHO BNnjae
Ha npudakaibeTo Ha cocTojbata u mefycebHata
noAAPLIKaE.

NEED FOR FOLLOW-UP OF
CHILDREN WITH THE WILLIAMS

SYNDROME

'Sukarova-Angelovska E., 'Kocova M.,
?Kacarska R., 'Krstevska-Konstantinova M.,
3Nikolovska N., “‘Sahpazova E., °Zorcec T.
'Department for Endocrinology and Genetics,
?Department for Cardiology, *Department

for Neurology, ‘Department for Nephrology,
*Department for Psychophysiology, Pediatric
Clinic, Skopje, Macedonia

INTRODUCTION: Application of
fluorescent in situ hybridisation allowed fast
and undemanding verification of the syndromes
originated from submicroscopic deletion in one of
the chromosomes. Each of these microdeletion
syndromes has its own recognizable clinical
expression - facial dysmorphism and some major
anomalies in organs. Williams' syndrome is one
of the microdeletion syndromes caused by the
deletion of chromosome 7g11-23. The need for
follow-up of these children arises from two aspects.
On one hand, early recognition of characteristic
personalities, specific behavior, which covers
the usually profound mental retardation, demand
prompt social and educational approach for
these children. On the other hand, deteriorating
of the condition of the cardiovascular system,
hypercalcemia and disposition for renal calculi
is important to protect the health condition of the
children.

MATERIAL AND METHODS: Nine
children with Williams' syndrome were evaluated.
Algorithm for recognizing the main signs of
the syndrome was done. The diagnosis was
established with the technique of fluorescent in
situ hybridisation. The children were followed
by all parameters where alteration is expected -
cardiopathy, hypercalcemia, and nephrocalcinosis.
IQ assessment was done in all. Evaluation of
the same parameters was done in every routine
control in the outpatient clinic. _

DISCUSSION AND CONCLUSION:
Experiences of the specific centers where children
with Williams' syndrome were evaluated point
towards a specific need for follow-up of the children
considering the expected difficulties and promoting
their psychomotor development by assistance of
various specialists. The aim of frequent controls is
recognizing the variable problems known to be a
part of the syndrome and their prompt treatment.
Communication of the children and their parents
has a positive impact on accepting the condition
and reciprocal support.




