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Âñòóï. Ãðóïà ä³òåé ³ç çàòðèìêîþ ðîçóìîâîãî òà ïñèõî-
ïåðåäìîâíîãî ðîçâèòêó º äîñèòü âåëèêîþ òà ð³çíîð³äíîþ
çà åò³îëîã³ºþ òà ïàòîãåíåòè÷íèìè ìåõàí³çìàìè. Â îñíîâ-
íîìó, öå ïàö³ºíòè íåâðîëîã³÷íîãî òà ïñèõ³àòðè÷íîãî ïðî-
ô³ëþ. Óñï³õ â ðåàá³ë³òàö³¿ òàêèõ ä³òåé çàëåæèòü â³ä â÷àñíî
âñòàíîâëåíîãî ä³àãíîçó, òîìó âàæëèâèì º çàëó÷åííÿ äî
ä³àãíîñòè÷íîãî ïðîöåñó ð³çíèõ ôàõ³âö³â, ó ò. ÷. ãåíåòèê³â.

Ñèíäðîì Àíãåëüìàíà (ÑÀ) – öå íåéðîãåíåòè÷íå çàõ-
âîðþâàííÿ, ÿêå õàðàêòåðèçóºòüñÿ ³íòåëåêòóàëüíîþ òà
ô³çè÷íîþ çàòðèìêîþ, ïîðóøåííÿìè ñíó, íàïàäàìè ñó-
äîì, ð³çêèìè ðóõàìè (îñîáëèâî ðóêîïëåñêàííÿì), ÷àñòèì
áåçïðè÷èííèì ñì³õîì. Çàçâè÷àé ïàö³ºíòè ç äàíîþ ïàòî-
ëîã³ºþ âèãëÿäàþòü ùàñëèâèìè.

ÑÀ íàçâàíèé íà ÷åñòü áðèòàíñüêîãî ïåä³àòðà, äîêòîðà
Ãàð³ Àíãåëüìàíà, ÿêèé ïåðøèì ó 1965 ðîö³ îïèñàâ ñèíä-
ðîì “ùàñëèâî¿ ìàð³îíåòêè”. Ï³çí³ø³ çãàäêè ïðî õâîðîáó
ïî÷àëè ç’ÿâëÿòèñÿ â ÑØÀ íà ïî÷àòêó 1980-õ ðîê³â. Çãîäîì
áóëî âñòàíîâëåíî, ùî ÑÀ âèíèêàº âíàñë³äîê äåëåö³¿ àáî
³íàêòèâàö³¿ ãåí³â íà óñïàäêîâàí³é â³ä ìàòåð³ êîï³¿ õðîìîñî-
ìè 15, ó òîé ÷àñ ÿê ä³ÿëüí³ñòü áàòüê³âñüêî¿ êîï³¿ (ïî-
ñë³äîâí³ñòü ÿêî¿ ìîæå áóòè íîðìàëüíîþ) íå âïëèâàº íà
ïðîöåñ ôóíêö³îíóâàííÿ îðãàí³çìó òà º ïðèêëàäîì òêà-
íèííî-ñïåöèô³÷íîãî ãåíîìíîãî ³ìïðèíòèíãó. Ðÿäîì àâ-
òîð³â [1-3] áóëî âèçíà÷åíî, ùî â îñíîâ³ ïàòîãåíåçó ÑÀ ëå-
æèòü ïîðóøåííÿ ñèíòåçó ïðîäóêòó ãåíó UBE3A – Å3
óá³êâ³òèíë³ãàçè, ÿêà â³ä³ãðàº ðîëü â ïðîòåàñîìí³é äåãðà-
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äàö³¿ á³ëê³â. Âàæëèâî, ùî öÿ îñîáëèâ³ñòü â³äì³÷àºòüñÿ ëèøå
â íåéðîíàõ, òîä³ ÿê â óñ³õ ³íøèõ òêàíèíàõ ñèíòåç ïðîäóêòó
ãåíó çä³éñíþºòüñÿ á³àëåëüíî.

Çà ìîëåêóëÿðíîþ åò³îëîã³ºþ ðîçð³çíÿþòü ÷îòèðè îñ-
íîâíèõ âàð³àíòè ÑÀ. Çà äàíèìè àâòîð³â [4, 13] íàéá³ëüøà
÷àñòêà âèïàäê³â ïðèïàäàº íà õðîìîñîìíó äåëåö³þ â êðè-
òè÷íîìó ðåã³îí³ õðîìîñîìè 15 ìàòåðèíñüêîãî ïîõîäæåí-
íÿ (60-83%), òîä³ ÿê ïèòîìà âàãà ³íøèõ òðüîõ ìåõàí³çì³â º
çíà÷íî ìåíøîþ (îäíîáàòüê³âñüêà äèñîì³ÿ – 3–16%, ìóòà-
ö³ÿ ãåíó UBE3A – 10-13%, äåôåêò öåíòðó ³ìïðèíòèíãó – 4–
6%). ×àñòîòà ñèíäðîìó çíàõîäèòüñÿ â ìåæàõ 1:10000-20000
íàñåëåííÿ [5,6].

Äëÿ ÑÀ õàðàêòåðíîþ º çàòðèìêà ðîçâèòêó, ÿêà âèÿâ-
ëÿºòüñÿ ó â³ö³ 6–12 ì³ñÿö³â ³ ìîæå ïîºäíóâàòèñÿ ç ã³ïîòîíó-
ñîì. Ìîæóòü âèíèêàòè òðóäíîù³ ç âèãîäîâóâàííÿì ó ðàí-
íüîìó äèòÿ÷îìó â³ö³, â³äì³÷àòèñÿ ñïîíòàíí³ ðóõè ê³íö³âîê;
íå ñïîñòåð³ãàºòüñÿ ðåãðåñ íàáóòèõ íàâè÷îê. Çì³íè ñòðóê-
òóðè ìîçêó ïðè ÌÐÒ ÷è ÊÒ äîñë³äæåíí³ íå âèçíà÷àþòüñÿ
(Òàáëèöÿ 1) [7]. Â³äîìî òàêîæ, ùî ïðåâàëþâàííÿ ïåâíèõ
îçíàê ÑÀ çàëåæèòü â³ä ìîëåêóëÿðíî¿ åò³îëîã³¿ [8], à âàæê³ñòü
ïðîÿâó çàõâîðþâàííÿ ïîâ’ÿçóþòü ç ðîçì³ðîì äåëåö³¿ [9].

Ìåòà ðîáîòè. Âèâ÷åííÿ êë³í³êî-ëàáîðàòîðíèõ äàíèõ ó
ä³òåé ç ÑÀ, ÿêèì ïðîâåäåíî ìåäèêî-ãåíåòè÷íå êîíñóëüòó-
âàííÿ (ÌÃÊ).

Ìàòåð³àëè òà ìåòîäè. Ðîáîòà âèêîíóâàëàñü íà áàç³
Ìåäèêî-ãåíåòè÷íîãî öåíòðó (ÌÃÖ) ÍÄÑË “Îõìàòäèò”

Òàáëèöÿ 1
Îñíîâí³ êë³í³÷í³ îçíàêè ÑÀ [7].
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ÌÎÇ Óêðà¿íè. Çà ïåð³îä 2011-2012 ðð. ïðîâåäåíî ïåðâèí-
íå ÌÃÊ ³ ëàáîðàòîðíî îáñòåæåíî 15 ïàö³ºíò³â ç ï³äîçðîþ
íà ÑÀ, â³êîì â³ä 11 ì³ñ äî 9 ðîê³â ç ð³çíèõ ðåã³îí³â êðà¿íè.
Âñ³ ä³òè áóëè íàïðàâëåí³ â ÌÃÖ ë³êàðåì-íåâðîëîãîì ç ä³àã-
íîçîì: çàòðèìêà ïñèõî-ïåðåäìîâíîãî òà ñòàòî-ê³íåòè÷íîãî
ðîçâèòêó íåÿñíîãî ãåíåçó. Ïðè ïåðâèííîìó êîíñóëüòó-
âàíí³ äèôåðåíö³éíà ä³àãíîñòèêà ïðîâîäèëàñÿ ç ëåéêîäèñ-
òðîô³ºþ, õâîðîáîþ Êðàááå, ÑÀ òà ³í.

Ïðè ïðîâåäåíí³ ÌÃÊ áóëè âèêîðèñòàí³ íàñòóïí³ ìåòî-
äè: êë³í³êî-ãåíåàëîã³÷íèé, ïàðàêë³í³÷í³, ³íñòðóìåíòàëüí³,
öèòîãåíåòè÷íèé, ìîëåêóëÿðíî-öèòîãåíåòè÷íèé (FISH).
Äëÿ öèòîãåíåòè÷íîãî ìåòîäó âèêîðèñòîâóâàâñÿ íåïðÿìèé
ìåòîä êóëüòèâóâàííÿ â ïîæèâíîìó ñåðåäîâèù³ êë³òèí ïå-
ðèôåðè÷íî¿ êðîâ³ ïàö³ºíòà [10,11] ç G-ìåòîäîì ôàðáóâàí-
íÿ ³ àíàë³çîì íå ìåíøå í³æ 20 êë³òèí ó êîæíîìó âèïàäêó.
Äëÿ ã³áðèäèçàö³¿ âèêîðèñòîâóâàëè ëîêóñ ñïåöèô³÷íèé çîíä
ô³ðìè “Vysis” (ÑØÀ) – Prader-Willi/Angelman Region Probe
– 15q11-q13 LSI UBE3A (Spectrum orange)/
CEP15p11.2(D15Z1)(Spectrum aqua)/15q22 LSI PML
(Spectrum green). FISH-ìåòîä ïðîâîäèâñÿ â³äïîâ³äíî äî
³íñòðóêö³¿ äî çîíä³â. Çàïèñ êàð³îòèïó çä³éñíåíî çã³äíî
ì³æíàðîäíî¿ íîìåíêëàòóðè [12].

Ðåçóëüòàòè òà îáãîâîðåííÿ. Ç 15 ïàö³ºíò³â, íàïðàâëå-
íèõ íà óòî÷íþþ÷ó ä³àãíîñòèêó (FISH-ìåòîä), ä³àãíîç ÑÀ
ï³äòâåðäèâñÿ ó ÷îòèðüîõ ïðîáàíä³â (26,7 %). Ó íèõ âèÿâëå-
íà ì³êðîäåëåö³ÿ (15)(q11-q13)(UBE3A –, PML+), â îäíîìó
âèïàäêó ä³àãíîñòîâàíî çáàëàíñîâàíó õðîìîñîìíó ïàòî-
ëîã³þ íå ïîâ’ÿçàíó ç õðîìîñîìîþ 15. Ñï³ââ³äíîøåííÿ
ïðîáàíä³â çà ñòàòòþ 1:1.

Ïðè ïðîâåäåíí³ êë³í³êî-ãåíåàëîã³÷íîãî àíàë³çó â ñ³ì’ÿõ
ïðîáàíä³â íå áóëî âèÿâëåíî âðîäæåíî¿, õðîìîñîìíî¿ ïà-
òîëîã³¿ òà ðîçóìîâîãî â³äñòàâàííÿ. Íå çàô³êñîâàíî áëèçü-
êîñïîð³äíåíèõ øëþá³â. Íåìàº ñâ³ä÷åíü ùîäî íàÿâíîñò³
õðîí³÷íèõ, ñïàäêîâî îáóìîâëåíèõ çàõâîðþâàíü, øê³äëè-
âèõ çâè÷îê òà ïðîôåñ³éíèõ øê³äëèâîñòåé. Â³ê áàòüê³â ïðî-

áàíä³â çíàõîäèâñÿ â ìåæàõ: ìàòåð³ – 30–39 ðîê³â, áàòüêà –
31–43 ðîêè.

Ó 100% ïðîáàíä³â âèÿâëåíî îáîâ’ÿçêîâ³ êë³í³÷í³ îçíàêè
ÑÀ: çàòðèìêà ïñèõî-ïåðåäìîâíîãî, ñòàòî-ê³íåòè÷íîãî ðîç-
âèòêó, àòàêñ³ÿ ïðè õîäüá³, îäíîòèïí³ ðóõè âåðõí³õ ê³íö³âîê.

Âñ³ ïðîáàíäè íàðîäèëèñÿ äîíîøåíèìè, ìàñà íåìîâ-
ëÿò ïðè íàðîäæåíí³ ñêëàäàëà â ñåðåäíüîìó 3,355 êã, äîâ-
æèíà ò³ëà – 50,5 ñì. Ç³ ñë³â ìàòåð³â ïðîáàíä³â äî 6 ì³ñÿö³â
í³ÿêèõ îñîáëèâîñòåé ó ðîçâèòêó ä³òåé íå áóëî. Ï³çí³øå ç’ÿ-
âèëèñÿ òðóäíîù³ ç âèãîäîâóâàííÿì, ä³òè ïîãàíî íàáèðàëè
âàãó, â³äì³÷àëîñÿ â³äñòàâàííÿ ó ìîòîðíîìó ðîçâèòêó (â 11
ì³ñÿö³â ä³òè ñàìîñò³éíî íå ñèä³ëè, íå ñòîÿëè), äî ðîêó ç’ÿ-
âèëèñÿ ñóäîìí³ íàïàäè (75%). Îá’ºêòèâíî àíòðîïîìåòðè÷-
íèõ â³äõèëåíü íå âèÿâëåíî, ñòèãì äèçåìáð³îãåíåçó íå
â³äì³÷àºòüñÿ, ñòàòåâå äèôåðåíö³þâàííÿ íå ïîðóøåíå. Âñ³
ä³òè ìàþòü ñâ³òëèé êîë³ð øê³ðè, âîëîññÿ òà î÷åé, ó íèõ
â³äì³÷àþòüñÿ çàêðåïè, òðóäíîù³ ïðè ñìîêòàíí³ òà êîâòàíí³,
ïîðóøåííÿ ñíó. Ó 75% – ðîçá³æíà êîñîîê³ñòü, ïîñò³éíà
óñì³õíåí³ñòü. Ó 50% ïðîáàíä³â âèÿâëåíà ïðèãëóõóâàò³ñòü,
ì’ÿçîâèé ã³ïåðòîíóñ, ñëèíîòå÷à, ìåðçëÿêóâàò³ñòü. Â îäíî-
ìó âèïàäêó âèÿâëåíî âèñîêå ï³äíåá³ííÿ òà 2-õ ñòîðîííÿ
ïàõîâà êèëà. Âèùå çàçíà÷åí³ ïðîÿâè ôåíîòèïó ÑÀ ïðåä-
ñòàâëåí³ â òàáëèö³ 2.

Ïðè ïðîâåäåíí³ ³íñòðóìåíòàëüíèõ ìåòîä³â îáñòåæåí-
íÿ âðîäæåíèõ àíîìàë³é îðãàí³â ÷åðåâíî¿ ïîðîæíèíè íå
âèÿâëåíî; íà ÌÐÒ ãîëîâíîãî ìîçêó âàäè íå â³äì³÷àëèñÿ.

Ñåðåä ðåçóëüòàò³â ëàáîðàòîðíèõ äîñë³äæåíü, òàêèõ ÿê
òàíäåììàññïåêòðîìåòð³ÿ, òîíêîøàðîâà õðîìàòîãðàô³ÿ
êðîâ³ íà àì³íîêèñëîòè, âóãëåâîäè; ãîìîöèñòå³í, ëàêòàò,
àì³àê êðîâ³, âàëüïðîºâà, ôîë³ºâà êèñëîòè, ö³àíîêîáàëàì³í,
òèðåîòðîïíèé ãîðìîí, òèðîêñèí â³äõèëåíü íå çàô³êñîâà-
íî. Ä³àãíîç ÑÀ âñòàíîâëåíî íà ï³äñòàâ³ ìîëåêóëÿðíî-öè-
òîãåíåòè÷íîãî äîñë³äæåííÿ.

Ïðè ïîâòîðíîìó ÌÃÊ áóëî ïðîâåäåíî ðîçðàõóíîê
ðèçèê³â íàðîäæåííÿ äðóãî¿ äèòèíè ó ðîäèí³ ïðîáàíäà.

Òàáëèöÿ 2
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Â³äîìî, ùî â³í çàëåæèòü â³ä ìåõàí³çìó ïîðóøåíü ãåíå-
òè÷íîãî ìàòåð³àëó. Ó á³ëüøîñò³ âèïàäê³â äåëåö³éíèõ âàð-
³àíò³â ÑÀ ìàº ì³ñöå ñïîíòàííà ìóòàö³ÿ (98%) [7], òîìó
ðèçèê äëÿ òàêî¿ ðîäèíè ñêëàäàº ìåíøå 1 %. Ó òðüîõ ïîä-
ðóæí³õ ïàð, ÿê³ ìàëè äèòèíó ç ÑÀ, âæå áóëè ñòàðø³ çäî-
ðîâ³ ä³òè â ðîäèí³, ³ íàðîäæåííÿ íàñòóïíî¿ äèòèíè íå ïëà-
íóâàëîñÿ. Îäíà ïîäðóæíÿ ïàðà (ìàìà – 30 ðîê³â, òàòî –
31 ð³ê), ó ÿêî¿ äèòèíà ç ÑÀ áóëà ïåðøîþ, ïëàíóâàëà íà-
ðîäæåííÿ çäîðîâî¿ äèòèíè. Ç ìåòîþ âèêëþ÷åííÿ âèïàä-
êó ì³êðîäåëåö³¿ â êðèòè÷íîìó ðåã³îí³ ìàòåðèíñüêî¿ õðî-
ìîñîìè 15 ö³é ïîäðóæí³é ïàð³ áóëî ïðîâåäåíî FISH,
ÿêèé âèêëþ÷èâ äàíó ïàòîëîã³þ. Òàêèì ÷èíîì, ï³äòâåð-
äèëàñü ìóòàö³ÿ de novo, ³ ðèçèê äëÿ äàíî¿ ïàðè áóâ ó
ìåæàõ çàãàëüíîïîïóëÿö³éíîãî.

Âèñíîâêè.
1. Ä³òè ³ç çàòðèìêîþ ðîçóìîâîãî òà ïñèõî-ïåðåäìîâ-

íîãî ðîçâèòêó ïîòðåáóþòü îáîâ’ÿçêîâîãî ìåäèêî-ãåíåòè÷-
íîãî êîíñóëüòóâàííÿ ó ñïåö³àë³çîâàíèõ çàêëàäàõ.

2. Âðàõîâóþ÷è íàÿâí³ñòü ñïåöèô³÷íèõ êë³í³÷íèõ ïðî-
ÿâ³â ïðè ñèíäðîì³ Àíãåëüìàíà íåîáõ³äíèì º ïðîâåäåííÿ
ñòàíäàðòíîãî êàð³îòèïóâàííÿ, ³íñòðóìåíòàëüíèõ òà çàãàëü-
íîïðèéíÿòèõ êë³í³÷íèõ ìåòîä³â îáñòåæåííÿ, êîíñóëüòàö³é
ôàõ³âöÿìè ñóì³æíèõ ñïåö³àëüíîñòåé.

3. Âðàõîâóþ÷è, ùî 60-83% âèïàäê³â ñèíäðîì Àíãåëü-
ìàíà ïðèïàäàº íà õðîìîñîìíó äåëåö³þ â êðèòè÷íîìó
ðåã³îí³ õðîìîñîìè 15 ìàòåðèíñüêîãî ïîõîäæåííÿ, íåîáõ³ä-
íèì º ïðîâåäåííÿ ìîëåêóëÿðíî-öèòîãåíåòè÷íîãî äîñë³ä-
æåííÿ ç íàñòóïíèì ìåäèêî-ãåíåòè÷íèì êîíñóëüòóâàííÿì.

Ðåöåíçåíò:  àêàäåì³ê ÍÀÌÍ Óêðà¿íè, ä.ìåä.í.,
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ÄÈÀÃÍÎÑÒÈÊÀ ÑÈÍÄÐÎÌÀ ÀÍÃÅËÜÌÀÍÀ
Ó ÄÅÒÅÉ

Ãîí÷àðåíêî Ã.Á.1, Äóäåðèíà Þ.Â.1, Ãàëàãàí Â.À.2,
Êóëüáàëàåâà Ø.À.2, Êóðàêîâà Â.Â.2

1Íàöèîíàëüíûé ìåäèöèíñêèé óíèâåðñèòåò
èìåíè À.À.Áîãîìîëüöà,
2Ìåäèêî-ãåíåòè÷åñêèé öåíòð
Íàöèîíàëüíîé äåòñêîé ñïåöèàëèçèðîâàííîé
áîëüíèöû “Îõìàòäåò” ÌÇ Óêðàèíû,
ã. Êèåâ, Óêðàèíà

Ðåçþìå. Ãðóïïà äåòåé ñ çàäåðæêîé óìñòâåííîãî è
ïñèõî-ïðåäðå÷åâîãî ðàçâèòèÿ äîñòàòî÷íî áîëüøàÿ è
ðàçíîðîäíàÿ ïî ýòèîëîãèè è ïàòîãåíåòè÷åñêèì ìåõàíèç-
ìàì. Óñïåõ â ðåàáèëèòàöèè òàêèõ äåòåé çàâèñèò îò ñâî-
åâðåìåííî óñòàíîâëåííîãî äèàãíîçà, ïîýòîìó âàæíûì
ÿâëÿåòñÿ ïðèâëå÷åíèå ê äèàãíîñòè÷åñêîìó ïðîöåññó ðàç-
ëè÷íûõ ñïåöèàëèñòîâ, â ò.÷. ãåíåòèêîâ. Ñèíäðîì Àíãåëü-
ìàíà (ÑÀ) – ýòî íåéðîãåíåòè÷åñêîå çàáîëåâàíèå, õàðàê-
òåðèçóþùååñÿ èíòåëëåêòóàëüíîé è ôèçè÷åñêîé çàäåð-
æêîé, íàðóøåíèÿìè ñíà, ïðèñòóïàìè ñóäîðîã, ðåçêèìè
äâèæåíèÿìè (îñîáåííî ðóêîïëåñêàíèÿ), ÷àñòûì áåñïðè-
÷èííûì ñìåõîì. ÑÀ âîçíèêàåò âñëåäñòâèå äåëåöèè èëè
èíàêòèâàöèè ãåíîâ íà óíàñëåäîâàííîé îò ìàòåðè êîïèè
õðîìîñîìû 15 è ÿâëÿåòñÿ ïðèìåðîì òêàíåâî-ñïåöèôè-
÷åñêîãî ãåíîìíîãî èìïðèíòèíãà. ×àñòîòà ñèíäðîìà íà-
õîäèòñÿ â ïðåäåëàõ 1:10000-20000 íàñåëåíèÿ.

Èç 15 ïàöèåíòîâ, íàïðàâëåííûõ íà óòî÷íÿþùóþ äè-
àãíîñòèêó (FISH-ìåòîä), äèàãíîç ÑÀ ïîäòâåðäèëñÿ ó ÷å-
òûðåõ ïðîáàíäîâ (26,7%). Ó íèõ îáíàðóæåíà ìèêðîäå-
ëåöèÿ (15) (q11-q13) (UBE3A -, PML +). Ïîëîâîå ñîîòíî-
øåíèå ïðîáàíäîâ 1:1. Ó 100% ïðîáàíäîâ îáíàðóæåíû
îáÿçàòåëüíûå êëèíè÷åñêèå ïðèçíàêè ÑÀ: çàäåðæêà ïñè-
õî-ïðåäðå÷åâîãî, ñòàòî-êèíåòè÷åñêîãî ðàçâèòèÿ, àòàêñèÿ
ïðè õîäüáå, îäíîòèïíûå äâèæåíèÿ âåðõíèõ êîíå÷íîñ-
òåé. Âñå ïðîáàíäû ðîäèëèñü äîíîøåííûìè, ìàññà íî-
âîðîæäåííûõ ïðè ðîæäåíèè ñîñòàâëÿëà â ñðåäíåì 3,355
êã, äëèíà òåëà – 50,5 ñì. Äî 6 ìåñÿöåâ íèêàêèõ îñîáåí-
íîñòåé â ðàçâèòèè äåòåé íå áûëî. Ïîçæå ïîÿâèëèñü òðóä-
íîñòè ñî âñêàðìëèâàíèåì, äåòè ïëîõî ïîïðàâëÿëèñü,
îòìå÷àëîñü îòñòàâàíèå â ìîòîðíîì ðàçâèòèè, äî ãîäà
ïîÿâèëèñü ñóäîðîæíûå ïðèïàäêè (75%).

1. Äåòè ñ çàäåðæêîé óìñòâåííîãî è ïñèõî-ïðåäðå÷åâî-
ãî ðàçâèòèÿ òðåáóþò îáÿçàòåëüíîãî ìåäèêî-ãåíåòè÷åñêîãî
êîíñóëüòèðîâàíèÿ â ñïåöèàëèçèðîâàííûõ ó÷ðåæäåíèÿõ.

2. Ó÷èòûâàÿ íàëè÷èå ñïåöèôè÷åñêèõ êëèíè÷åñêèõ
ïðîÿâëåíèé ïðè ñèíäðîìå Àíãåëüìàíà íåîáõîäèìî ïðî-
âåäåíèå ñòàíäàðòíîãî êàðèîòèïèðîâàíèÿ, èíñòðóìåí-
òàëüíûõ è îáùåïðèíÿòûõ êëèíè÷åñêèõ ìåòîäîâ îáñëå-
äîâàíèÿ, êîíñóëüòàöèé ñïåöèàëèñòàìè ñìåæíûõ ñïåöè-
àëüíîñòåé.

3. Ó÷èòûâàÿ, ÷òî 60-83% ñëó÷àåâ ñèíäðîì Àíãåëüìà-
íà ïðèõîäèòñÿ íà õðîìîñîìíóþ äåëåöèþ â êðèòè÷åñêîì
ðåãèîíå õðîìîñîìû 15 ìàòåðèíñêîãî ïðîèñõîæäåíèÿ,
íåîáõîäèìî ïðîâåäåíèå ìîëåêóëÿðíî-öèòîãåíåòè÷åñêî-
ãî èññëåäîâàíèÿ ñ ïîñëåäóþùèì ìåäèêî-ãåíåòè÷åñêèì
êîíñóëüòèðîâàíèåì.

Êëþ÷åâûå ñëîâà: ñèíäðîì Àíãåëüìàíà, ìèêðî-
äåëåöèÿ, çàäåðæêà ïñèõî-ïðåäðå÷åâîãî è óìñòâåííîãî
ðàçâèòèÿ.

D²AGNOSTICS OF ANGELMAN SYNDROME
IN CHILDREN

G. Goncharenko1, Yu. Duderina1, V. Galagan2,
Sh. Kulbalaeva2, V.Kurakova2

1Bogomolets National Medical University
2Medical Genetics Center of the National Specialized
Children Hospital
Kiev, Ukraine

Summary. Group of children with developmental delay
and speech impairment is large and polyetiology. Success
in the rehabilitation of these children depends on the correct
diagnosis, so it is important to attract the various experts,
including geneticists to the diagnostic process. Angelman
syndrome (AS) – is a neurodevelopmental disorder which
is characterized by intellectual and physical delay, sleep
disturbance, seizures. AS is caused by deletion or
inactivation of genes inherited from the mother’s copy of
chromosome 15. This is an example of tissue-specific
genomic imprinting.

The diagnosis of AS was confirmed in four probands
(26.7%) of the 15 patients which were referred for clarifying
diagnosis (FISH-method). Del(15) (q11-q13) (UBE3A -,
PML +) was found.

The consistent clinical features of AS were found in all
probands: developmental delay, functionally severe,
movement or balance disorder, behavioral uniqueness,
hypermotoric behavior, speech impairment. All probands
were born full-term. After 6 months, there were difficulties
with feeding, children do not get better, it was noted lag in
motor development, until the year there were seizures (75%).

1. Children with mental retardation and psychosocial
development predrechevogo require that genetic counseling
in institutions.

2. Given the presence of specific clinical manifestations
of the syndrome Angelman necessary to carry out the
standard karyotyping, tool and accepted clinical methods of
examination, consultation, specialists from related
disciplines.

3. Given that 60–83% of cases of Angelman syndrome
accounts for the chromosomal deletion in the critical region
of chromosome 15 maternal origin, is necessary to conduct
molecular cytogenetic studies, followed by genetic
counseling.

Key words: Angelman syndrome, microdeletion,
developmental delay, speech impairment.




