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ANGELMAN SYNDROME: A CLINICAL CASE OF COMPLEX CHROMOSOMAL ABERRATION IN A CHILD WITH A DELAY OF
PSYCHOPHYSICAL DEVELOPMENT

Abstract. In the structure of the genetic causes of Angelman syndrome, homogeneous disomy of
paternal origin on chromosome 15 with translocation is about 1%. It is accompanied by
unexpressed phenotypic manifestations, with a low incidence of convulsive paroxysms
and satisfactory physical development of patients. The article presents a clinical case
of complex chromosomal aberration of chromosome 15 in a child with Angelman
syndrome and congenital malformations (nonunion of the thoracic lymphatic duct).
During the examination, a whole range of different research methods were used:
somatogenetic, clinical and genealogical, cytogenetic, molecular genetic, instrumental,
clinical laboratory, biochemical, and others. A psycho-neurological examination of
this child was also conducted. Based on a cytogenetic examination and a comparative
genomic hybridization study, an abnormal male karyotype was detected in the patient:
de novo: 45, XY, der (15) t (15; 15) (q10; q10) dup (15) (q13q11). Using the FISH method,
the isodicentric chromosome 15 of parental origin was found, which was formed by
two cen15 and contained two copies of the critical region (15) (q11q13) of Prader-Willi
/ Angelman syndrome, which is commonly called the “Proximal inverted duplication -
invdup (15)" Phenotypic manifestations in partial trisomy along the long arm of paternal
origin with isodicentric chromosome 15 with inverted duplication of the proximal region
are described. As a result of the work, it was determined that children with congenital
malformations and delayed psychophysical development, as well as their parents
necessarily need medical genetic counseling and the use of modern molecular genetic
diagnostic methods for verification of the diagnosis. Sick children, the karyotype of which
has an isodicentric chromosome of 15 paternal origin, which contains two copies of the
critical region (15) (q11q13) of Prader-Willi / Angelman syndrome, may have marked main
clinical symptoms and craniofacial dysmorphisms characteristic of Angelman syndrome.

Key words: Angelman syndrome, homogeneous disomy, delayed psychophysical development,
congenital chylothorax.

CUHOPOM AHTENbMAHA: KTUHUYECKUI CNYYAI CIIOMXHON XPOMOCOMHOW ABEPPALIMM Y PEBEHKA C 3AZLEPXKKOW
NCUXOOU3NYECKOT0 PA3BUTUA

AHHOTayuA. B cTpyKType reHeTnyeckrx NpuUnH CMHAPOMa AHreflbMaHa OLHOPOAUTENbCKasA AUCOMUA
OTLIOBCKOIO MPOUCXOXKAEHMA MO XpoMocoMe 15 ¢ TpaHCnoKauumeli cocTaBnaeT okono 1%.
ConpoBOXAaEeTCA HEBbIPAXKEHHBIMU GEHOTUMUYECKUMM MPOABIIEHNAMM, C HU3KOM YacTo-
TOV NPABMIEHNA CYLOPOXKHMX NMAPOKCU3MOB 1 YOBNETBOPUTENbHBIM GU3NYECKNM Pa3BUTH-
eM 60bHbIX. B cTaTbe NprBefeH KNMHNYECKUIA CIyyaii CIIOXKHOM XPOMOCOMHOW abeppaLmn
XpOMOCOMbI 15 y pebeHKa ¢ CHAPOMOM AHresibMaHa Y BPOXKAEHHbIM MOPOKOM Pa3BUTHA
(HecpalLeHMe rpygHoro numMdaTtnyeckoro npoToka). Mpu obcnenosBaHmy 6b11 MCNONb30BaH
Liesblil KOMMAEKC Pa3fIMYHbIX METOAO0B UCCIe0BAHNA: COMATO-TeHETUYECKUI, KNUHUKO-Te-
Heanornyecknm, LUUTO-TeHETUYECKNI, MONEKYNAPHO-TEHETUYECKNI, VHCTPYMEHTAsbHbIN,
KIIMHUKO-NabopaTopHOM, brioxnummyecknin n gpyrue. Takxe Obino npoBeaeHo NCUXOHeBPO-
nornyeckoe obcnepoBaHne 3Toro pebeHka. Ha ocHoBaHMM NPOBEfEHHOro LToreHeTuYe-
CKOro 06ceoBaHUsA U NCCNIefo0BaHNA METOAOM CPaBHUTENIbHOW FeHOMHOW rmbpuansaumm
y NauyeHTa 6bin BbliBNIeH aHOPManbHbI My>KCKol KapuoTun de novo: 45,XY,der (15)t(15;15)
(910;910)dup(15)(q13q11). MeTopom FISH 6bina o6Hapy»keHa N30ANLEHTPUYECKAA XPOMO-
comMa 15 poanTenbCckoro NPOUCXoXaeHs, KoTopas bbiia cdopmrpoBaHa AByMa cenl15 un
cofiep)kana aBe Konum Kputuyeckon obnactu (15) (q11g13) cuHgpoma Mpagepa-Bunnn/
AHrefibMaHa, YTO NMPUHATO Ha3biBaTb «[1pPOKCMMaNbHOW MHBEPTMPOBAHHON AynMKauu-
e — invdup (15)». OnucaHbl GeHOTUNMYECKE MPOABNEHUA MPU YAaCTUYHOW TPUCOMUM
Mo ASIHHOMY M/eyy M30AULIEHTPUYECKON XPOMOCOMbI 15 OTLIOBCKOrO NPOUCXOXKAEHUSA C
WHBEPTMPOBAHHON JynvKaumeln NpoKCMManbHOro yyactka. B pesynstate pabotsbl 6bina
onpeneneHo, YTo AeTu C BPOXKAEHHBIMU MOPOKaMK/ Pa3BUTVA U 3afiePXKKON Ncnxodursnde-
CKOro pa3BUTHKA, @ TaKKe UX POANUTENN 00A3aTeNIbHO HYXAITCA B MeIMKO-TeHeTUYeCKoM
KOHCYNbTUPOBAHUN N MPUMEHEHNM COBPEMEHHDBIX MOSIEKYNIAPHO-FEHETUYECKNX METOLO0B
AVarHoCTVKM ansa BepuduKaumy gruarHo3a. bosbHble AeTu, KaproTun KOTOPbIX NMEET 130-
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OVLEHTPUYECKY XPOMOCOMY 15 OTLIOBCKOrO MPOUCXOXAEHWA, KOTOpas COAEPXKUT ABe
Konun Kputndeckom obnactu (15)(q11q13) cungpoma Mpagepa-Bunnn/AHrensmaHa moryTt
MMETb BblPAaXXEHHbIE OCHOBHbIE KIIMHUYECKNE CUMIMTOMbI 1 YePernHO-NLEBbIE AN3MOPPU3-
Mbl, XapakTepHble AnA cMHAPOoMa AHresibMaHa.

KnioueBble cioBa: cMHAPOM AHrefibMaHa, OAHOPOAUTENIbCKAA AUCOMMSA, 3afepXKa NCcUxodusnyeckoro

CMHAPOM AHTENbMAHA: KNIHIYHUIA BUNALOK CKNALLHOI XPOMOCOMHI ABEPALLITY JIUTUHY 3 3ATPUMKOLO NCH-

Pa3BUTKA, BPOXKAEHHbI XMI0TOPaKC.

XOOI3UYHOT0 PO3BUTKY.

AHoTauin.

KniouoBi cnoBa:

Y CTPYKTYpi reHeTUYHNX NPUYUH CUHAPOMY AHrenbMaHa ogHo6aTbKiBCbKa AnCoMisa 6aTb-
KiBCbKOrO MOXOPKEHHSI MO XPOMOCOMi 15 3 TpaHC/IoKalielo cTaHoBUTb 6amn3bko 1%. Cy-
NMPOBOIXKYETbCA HEBUPAKEHNMU GEHOTUHVMU MPOSABAMY, 3 HM3bKOK YaCTOTOK MPOABY
CYLOMHMX MAapOKCU3MIB i 3aA0BINbHUM Gi3MYHUM PO3BUTKOM XBOPMX. Y CTaTTi HaBedeHO
KNiHIYHWIA BUNAAOK CKNagHOT XpOMOCOMHOI abepallii xpomocomu 15 y AUTUHN 3 CUHAPO-
MOM AHresibMaHa i BPOZKEHOI Baflol PO3BUTKY (HE3POLLEHHA FPYAHOro NiMpaTUYHOro
npoToKy). MNpy obcTexeHHi 6yB BUKOPUCTaHUI LN KOMMNAEKC Pi3HUX MeTOAIB Aochif-
MEHHA: COMaTO-TeHETUYHUN, KMiHIKO-reHeanoriyHum, LMTO-reHeTUYHNIA, MONTIEeKYNAPHO-Te-
HETUYHUI, IHCTPYMEHTAsIbHWIA, KIiHiIKO-NabopaTopHOT, GioximMiuHMI Ta iHWI. Takox 6yno
npoBeAeHo NCXOHEeBPOJIOriuHe 0bCcTexeHHs Liel AnTnHW. Ha nigctasi npoBefeHoro LuTo-
reHeTUYHOrO OO6CTEXEHHSA | [OCIAMKEHHA METO[OM NOPIBHANBLHOI FeHOMHOI ribpuam3sadiiy
naieHTta OyB BUABJIEHWI aHOPMaNbHUI YoNOBiuM KapioTun de novo: 45, XY, der (15) t (15;
15) (q10; gq10) dup (15) (q13q11). MeTogom FISH 6yna BusaBneHa i3ogiLeHTpryYHa XpoOMOCo-
Ma 15 6aTbKiBCbKOIO MOXOMXKEHHS, sika Oyna cdopmoBaHa ABomMa cen15 i MicTna agi Konii
KputunuHoi obnacti (15) (q11g13) cuHpgpomy Mpapepa-Binni/AHrenbmana, Wo NPUAHATO
Ha3uBaTy «[TpoKcrManbHoO iHBepTOoBaHO Aymnikauieto - invdup (15)». OnncaHo deHo-
TUNIYHI NPOABW NP YaCTKOBIM TPUCOMIT NO JOBrOMY Mevy i304iLeHTPIYHOI XPOMOCOMM
15 6aTbKiBCbKOIO MOXOLKEHHS 3 iHBEePTOBaHO AyrJiKaLi€ NPoKcMManbHOT AinAaHKY. B
pe3ynbraTi po6oTy 6yNno BU3HAUYEHO, WO AiTU 3 BPOAXKEHUMY BafjlaMUn PO3BUTKY i 3aTpuM-
KO0 Ncrxodi3nyHOro po3BUTKY, a TaKOX iX 6aTbKI 0OOB'I3KOBO NOTPEOYIOTb MEAUKO-TEHE-
TUYHOTO KOHCYNbTYBaHHA Ta 3aCTOCYBAHHA CYUYaCHUX MOJNEKYNIAPHO-TEHETUYHUX METOAIB
piarHocTmkn ana Bepudikauii giarHo3y. XBopi AiTh, KapioTun AKMX Mae€ i30[iLeHTPiuHy
XpoMocoMy 15 6aTbKIBCbKOTO MOXOAMEHHS, sika MIiCTUTb ABi KONl KpUTUYHOT obnacTi (15)
(911913) cuHppomy lMpagepa-Binni/AHrenbMaHa MOXyTb MaTV BUPaXeHi OCHOBHI KNiHIYHi
CUMMTOMM | YepenHo-NMLbOBI An3Mopdi3mMu, XapakTepHi AnA cMHApomy AHrenbmaHa.

CMHOPOM AHrefibMaHa, ofjHObaTbKiBCbKa ANCOMIfA, 3aTPUMKa NCMX0pi3NYHOrO PO3BUT-

KY, BDOZKEHWIA XifloTOpaKC.

Bctyn

CnHgpom AnrenbmaHa (CA) - xBopoba, Aka
NPOABMAETLCA 3aTPMMKOIO PO3BUTKY MCUXIYHUX
Ta disnuHnx GyHKUin y agitenr. Yactota CA B nony-
nAauii konmeaeTbesa Big 1:10 000 go 1:40 000 ocib,
cepef giByYaT Ta XNOMUiB 3yCTPiYaETbCA OAHAKOBO
YacTo, NpoTe y KOXKHOro 20-ro nawieHTa 3 po3ymo-
BOIO BigcTanicTio giarHocTytoTb CA (4acToTa y uin
koropTi carae 4,8%) [1-4]. BnepLe 3axBoptoBaH-
HA Y 1965 poui onucas negiatp i3 Bennkobputanii
Fappi AHrenbMaH, AKMIN Ha3BaB L0 XBOPOOY «CUH-
APOM LACIMBOI MapioHeTKu», Jlikap cnoctepiras
TPbOX MALiEHTIB i3 MOPYLIEHHAM MOBNIEHHA abo
3 I0ro BiACYTHICTIO, ane 3i 36epexeHHAM HeBep-
6anbHNX KOMYHIKaTUBHUX HAaBUYOK; 3i CTaTOKiHe-
TUYHVMUK pO3N1agaMu (aTaKCMUYHA X04a, HEKOHTPO-
NbOBaHI Pi3Ki XaOTUYHI pPyxu, AKi HaragyloTb pyxu
MApPiOHETKM); 3 TiNEePaKTUBHICTIO, eNiNeNTUYHUMMN
Hanagamu, 3HVKEHHAM yBaru. Y XBopux Bif3Ha-
yanacb 4o6pO3MUNMBa NOBediHKa, HENPUPOLHBLO
LWacANBUIA BUMNAL Y NOEAQHAHHI 3i cnanaxamm cmi-
Xy. 1982 poky cvHAPOM 3anporoHyBann Ha3nsa-
TV iM'AM nikapA AHrenbmaHa [2; 3].

1995 poKy foKTOpoMm BinbAmcom Ta criBaBTo-
pamu BrnepLue 6ynun 3anponoHOBaHi AiarHOCTUYHI
Kputepii CA (Tabn.).

XpOMOCOMHI Ta reHHi nopyiieHHA. 3aBaa-
KN PO3BUTKY CYYaCHUX METOAIB [AiarHOCTUKMN
BPOAXKEHUX Ta CMafKOBUX XBOPOO HampuKiH-
ui 80-x pokis XX ctonitta CA BigHecnu go 3a-
XBOpPIOBaHb, AKi MOB'A3aHi 3 XPOMOCOMHUMU
MikpogeneuiasMnm Ta reHOMHWUM iIMNPUTUHIOM.
BBarka€eTbcA, WO NPUYNHOIO JAHOIO CMHOPOMY
€ fgenedia ginAaHkn 15q11-q13 y goBromy nneui
XpomMoOCoOMMN 15 MaTepUHCbKOro ycrnagkyBaHHA
(nedpeKkTHY XpoMOCOMYy XBOpUM AiTAM nepepna-
l0Tb Came MaTepi). AKWOo ANTUHA OTPUMYE XpPO-
MOCOMY 3 MaTOJNOTi€l0 B Ui AinAHLi Big 6aTbKa,
B Hel po3BuBa€ETbcA cmHapom Mpagepa-Binni.

Yepes 10 pokiB NOTOMY B Uil KPUTUYHIA Ai-
nAHUi 6yno 3HangeHo TiCHO NOB'A3aHNI i3 PYHK-
Li€lo HepBoBUX cuHanciB reH UBE3A, aknm ekc-
NPecyeTbCA B MO30UYKOBUX KNiTUHaX [NypKiHbE i y
HelrpOoHax rinokamny TifIbKM 3 MaTePUHCbKOI XPO-
mocomun. UBE3A € ogHUM 3 HEBENUKOI KiNMbKOCTI
reHiB, AKi NOB’A3aHi i3 reHOMHUM IMAPUHTUHIOM.
Heneuia uboro cermeHTa B MaTe€PUHCbHKI XPOMO-
COMi, AK | 6aTbKiBCbKa AMCOMiA NO Xpomocomi 15
(konn obnggi 15 xpomocomu y nawieHTa Big 6aTb-
Ka) Np13BOAATb A0 CUHAPOMY AHrenibMaHa.

Ui pgani cBiguatb, WO YHiKanbHWUA perioH
15q11-gq13 BiANOBIga€ 3a «r€EHOMHUN IMAPUH-
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Tabnuys
LiarHocTnyHi KpuTepii cnHppoma AHrenbmaHa

— BUpakeHa 3aTprMKa NCUXiyHOro po-
3BUTKY;

— MOpPYLWeHHA MOBJIeHHA (BiACYTHICTb
MOBM Ta MiHiManbHe BMKOPUCTaHHA
cnis);

- peuenTuBHe HeBepbanbHe Cninky-
BaHHS;

— aTakKcis;

— TPemop KiHUiBOK;

- cneymndiyHa nosepiHka (rinepakTus-
HiCTb, CTepeoTunil)

060B'A3KOBI
CUMMTOMM

— HOpMasnbHWIA nepebir nepuHatanb-
Horo nepioay;

— 3aTpUMKa Po3BUTKY 3 6-12 poKiB;

— BIACYTHICTb nporpecyloyoi BTpaTu
HabyTUX HaBMYOK;

— HOpMasbHi pe3ynbTaTv MeTaboriu-
HUX, FeMaTONOTYHMX Ta BiOXiMIUHMX
nabopaTopHYX TeCTIB;

— BIACYTHICTb CTPYKTYPHUX 3MiH Yy
ronoBHOMY MO3KY 3a gaHumu MPT
abo KT

MigTrpumyio-
vi KpuTtepii

— CBITNWI KONip BONOCCA Ta Pangy»KKu;

— rinonirmeHTauia WwKipwy;

— MocCTHaTanbHa Mikpouedanis,

— eninencis,

— MOPYLUEHHA CHY;

- YacTa CInHOTeY];

— MOPYLIEHHA KOBTaHHA, TPyAHOLi 3
rogyBaHHAM Y rpyaHOMY BiLli;

- NiAgBuLLEHa Yy TAUBICTb A0 TeNna;

- NaTonoriyHa TAra 4o BoAmW, 0CO6nnBo
L0 Teye 3 KpaHa;

- EEl y Burnagi BmcokoamnniTygHUX
po3pAAIB  MOBINIbHUX  KOMIMEKCIB,
rocTpa-noBifibHa XBWAA YacCTOTOI
2-3Ty,

YacrTi
O3HaKu

- Mikpouedanis;

— Mnacka NOTUNLA 3 KKaHABKOIO»;

- rinonnasia cepeAHbOi YacTMHU 06-
nmyys;

— rMMBOKO NocaaXKeHi oui;

— KOCOOKICTb;

— NporeHis;

— MporHaris;

- NpOTPY3iA A3KKa;

— WNPOKINI BiKPUTUI POT;

- «rocTpe» nigbopinas;

— LWIMPOKIi MiXK3YOHI NPOMIXKKM

YepenHo-
nuuesnn
ansmopdodism

OudgpiarHo-

CTVKa - Aun, aytmsm

TUHI», WO OOYMOBIIOE Pi3HY eKcnpecilo reHa
3aneXHo Bif MaTepuHCbKoro abo 6aTbkiB-
CbKOro ycnagkyBaHHA. binok, wo kopyetbcA
UBE3A, perynioe perpagauito HenoTpibHMX
KNITUHHUX 6inKiB i 6epe yyacTb y PO3BUTKY
HepBOBOI cucteMn. B Tol vac, Ak B Ginbwo-
CTi TKaHUH BupaxeHictb UBE3A 3 ob6ox ane-
nen OfHAKOBAa, y FONOBHOMY MO3KY aKTUBHa
nuwe maTepuHcbKa KoniAa. [lpunyckaeTbcs,
wo myTauia B nokyci 15q11-q13 npussoanTb
0O 3HUXEeHHA KinbKoCTi peuenTopiB ramma-

amiHomacnaHoi kucnotn (FAMK-peuenTtopiB)
TMny A. Henpamum nigreepakeHHAM Li€l rino-
Te3n € BUABMEHHA NPY HENPOXiMiYHOMY AOCHi-
OXeHHi y xBopux Ha CA BUpPaXKeHOro 3HMXKEeHHA
KinbkocTti TAMK-peLenTopiB y MO30UKy, WO NO-
€OHYETbCA 3 BTPATOI KNiTUH [MypKiH'e [1-4].

Ha cborogHi BigoMo 4 reHeTUYHNX MeXaHi3Mu
BUHNKHeHHA CA, i BCi BOHM NOB'A3aHi 3 nopyLleH-
HAM PyHKLiT UBE3A:

1) myTauia de novo — geneuia B nokyci 15q11-q13

(80% ycix BunagkKiB);

2) ancomia no 6aTbKiBCbKil NiHil Npn BTpaTi nepe-

Javi MaTeprHCbKOro NIOKycy (5% Brnaakis);

3) pedekT ueHTpy iMNpuHTUHTa (5%);
4) myTauis MaTepuHCbKOI Konii reHa yb6ikBu-

TUH-NPOTeiH nirasu (reH UBE3A) (5-10%).

Y 6inbwocTi Bunagkis CA Ui reHeTUYHi 3mi-
HMW CTalTbCA BUMNAAKOBO (CMNOpaAnyHoO), ane
6n113bKo 3-5% MOXyTb OyTWM yCnagKoOBaHUMM.
MNpnbnnsHo y 8% nauieHTiB 3 CA reHeTUYHUI
aedekTt He ineHTUIKYeTbCA. Y CTPYKTYpi reHe-
TUYHUX NpuunH CA go 1% npmxoamTbCA Ha of-
HO6aTbKIBCbKY AMCOMItO (6aTbKiBCbKa NiHiA) no
XpoMocoMi 15 i3 TpaHC/IOKaLi€lo; a TAKOXK € pia-
KiCHi BMMaAKu 3i CTPYKTYpHUMU nepebynosamu
B i30Xxpomocomi 15 6aTbKiBCbKOFrO MOXOMXKEH-
HA. PN3uK ycnagKyBaHHA TakNX reHEeTUYHMX Je-
dekTiB HabnmxaeTbca go 100% [1; 3; 4].

ICHYye 3aneXHiCTb MiX BaXKiCTIO KiHIYHNX
npossiB CA Ta TUMOM reHeTUYHOI Nepedadi 3axBo-
proBaHHA. 3a HaABHOCTI genewii xpomocomu 15
MaTePUHCbKOro NOXOAeHHsA B nokyci 15q11-q13
BMParKeHICTb PO3YMOBMX Ta MOBJIEHMX NOPYLUEHb
MaKCMManbHa; TaKOX CMOCTepiraeTbCA HanbinbL
3noaKicHUIA nepe6ir eninencii. Mpn ogHo6aTbKIB-
CbKill ancomii, ycnaKoBaHin Big 6aTbka Mo xpo-
MOCOMi 15 OCHOBHI peHOTMNIYHI NPOABN XBOPO-
61 He BUpPaXeHi, 3 HU3bKOI YaCTOTOK HAABHOCTI
CYAOMHMX NAaPOKCU3MIB i 3a40BiNbHUM i3NYHUM
PO3BUTKOM XBOpPWUX [2; 5; 6].

MeTa gocnigKeHHA

MeTa focnigKeHHs nonAarae B 06rpyHTYBaHHi
HeoObXiAHOCTi MefMKO-TeHETUYHOIO KOHCYNbTY-
BAaHHA Ta 3aCTOCYBaHHA CyYaCHUX MONeKynap-
HO-TEHETUYHUX METOAIB AiarHOCTUKM 3 METOLO
Bepudikauii giarHo3y B AiTen 3 BPOAXKEHMMU Ba-
AaMK Ta 3aTPUMKOIO NCMXOPi3NYHOro PO3BUTKY,
a TaKOX Y BUBYEHHI i onuci ¢eHoTMRiYHNX npo-
ABIB y AUTUHMN 3i CTPYKTYpHUMN nepebygoBamum
i3oxpomocomun 15 (6aTbKiBCbKa NiHiA).

Marepianu i meTogu gocnigKeHHA

Ob6cTexeHa cim'a, B KNI CTaBCA BUMAJIOK Ha-
POAMEHHA OUTUHU 3 BPOAMKEHUM XiIOTOPAKCOM
Ta 3aTPUMKOK NCMXOdi3NYHOro pPOo3BUTKY. Bu-
KOPWCTAHO COMATO-TEHETUYHUN, KiHiKO-reHea-
NOTIYHWI, UNTO- Ta MONEKYNAPHO-TeHEeTUYHUI,
iHcTpymeHTanbHuM (Y34, MPT, EEl, PET), kniHi-
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Ko-nabopatopHuii, GioximiuHniA meTogn Aochi-
AXeHHsA. [TpoBeeHO NCUXOHEBPONOriyHe 06CTe-
’KEeHHs navjieHTa.

Pe3ynbTati fOCNigKeHHA Ta iXx 06roBopeHHs

BnepLue Ha KOHCynbTaLito A0 NikapA-reHeTnKa
XBOPUM MOTPanNmMB Yy 5 MicALIB 3a HanpaBiieHHAM
negiatpa Ta AUTAYOrO HeBpoJsiora 3 [AiarHO30M
«[leprHaTanbHe rinoKCMYHO-IWeMiYHe ypaXKeHHA
UHC, cuHapom pyxoBKX MopyLleHb, MiBULLEH-
HA HepBOBO-pedneKkTopHOI 30yannBocTi». Matn
CKapXKmnaca Ha HeCnoKiNHNIN MNOBEPXHEBUIN COH
Yy AUTUHK, NOJOBXEHHAM Nepioay akTUBHOIO He-
CMaHHA, TPYAHOLLI 3aCMNaHHA, CiNaHHA KiHLiBOK.

MpobaHa - xnonuuk, 3 MmicAui, AaTa Hapoa-
»eHHA — 28.01.2015 p., Big Il BariTHOCTI, AKa ne-
pebirana Ha Tni TOKCcMKO3y, GaratoBoagnq; BiA
IIl nonoris Ha 36 TUXHi BariTHOCTI WWAAXOM Keca-
peBOro po3TrHY B TEPMiHOBOMY NOPAAKY Y 3B'A3-
Ky 3 BaKKOt acdikcieto. JuTnHa notpanuna nig
CrnocTepeXKeHHA Nikapis Ha 33-My TUXHi BHYTpiLW-
HbO-YTPOOHOrO PO3BUTKY B 3B’A3KY 3 NpeHaTaslb-
HO BCTAHOBMEHMM JiarHO30M: «YpogKeHa Bafja
pOo3BUTKY. He3polleHHA rpyaHoi nimpaTnyHoi
nNpoToKu. [1Bo6GiUHMI XinoTopaKc» (ynbTpasByKo-
Be JoCnigKeHHa nnoaa). Hapopxxysana matv B Y
«IlHCTUTYT nepiaTpii, akywepcrsa Ta riHekonorii
HAMH Ykpainu» (MAT). Maca npu Hapoa»KeHHi —
3380 r, goBXK1Ha Tina — 52 cm.

Biopa3sy nicnAa HapopgeHHA 6yno npoBegeHo
NYHKLUi0 Ta ApeHyBaHHA NieBpanibHOI MOPOXHU-
HUW, oTpuMaHo 40,0 Mn CepPO3HOI PiANHK; NPOBO-
ANnuca OpeHyBaHHA Ta MOBTOPHI MYHKUil niBOI
nneBpasbHOI NOPOKHMHU. Bnpoaos» ABOX nep-
LWMX MICALIB XUTTA XBOPUIA 3HAXOAMBCA B peaHi-
Mauii, ni3Hiwe — B XipypriyHomy BiggineHHi AT
3aKNIoYHNA fiarHo3: «YpogKeHa Baga PO3BUTKY,
ABOOGIUHMI XiNnoTopaKc 3 KoMNpecieo 060X nereHb
(S>D), OH 1ll cT. XinonepuTtoHeym. Taxkka acoikcis.
HepoHouweHicTb 36 TXKHIB. [enaTocnneHomeranis.
lnokcnyHo-ilwemiyHe ypaxkeHHA LIHC, cnHgpom
npurHiveHHA. IncbakTepios KULIKIBHMKay.

baTbKun 300pOBI, Ha YaC HAPOOXKEHHA AUTUHU
MaTepi 42 poKu, YKpaiHKa, Kapiotun 46,XX; 6aTb-
KOBi 43 poKu, yKpaiHeub, kapiotun 46,XY. Pogo-
Bifg Npob6aHaa No MaTepUHCHKI NiHiT 06TAXeHNI
CcepuUeBO-CyAMHHOK MaToNoriel; no 6aTbkis-
CbKill NiHil — cepLeBO-CYOMHHOK NaTOMOrIEl,
LYyKpOBMM AiabeTom. XNonumk Mae 3[0pOBMX
piaHnx cectpy (19 pokis) Ta 6paTa (17 pokis).

Ha momeHT ornagy o6sig ronosu 38 cm, o6Big
rpygHoi Knitkn — 41 cm. InTuHa yTpumMye rono-
BY, pearye Ha irpawky. M’a30B1i TOHYC 3HUXe-
Huin. Cyxoxunkosi pednekcn D=S. Onopa Ha
cTony cnabka. YepenHo-nuuesuii An3mopdim:
Mmikpouedania, nnacka notunuua, rinonnasis ce-
penHboi YacTUHM 06nnYYA, MUOOKO NoCadKeHi
Oui, enikaHT, NPOrHaTiA, WWPOKUIA POT, «roCcTpe»
nigéopiaas.

Jlikapem-reHeTukom Oyno 3anigospeHe re-
HeTuyHe nopyweHHA «CuHapoM AHrenbmMaHa?,
3 MPMBOAY YOro AUTMHY 6yno CNpAMOBAHO Ha
LNTO- Ta MONEKYNAPHO-TeHETUYHY AiarHOCTUKY.
Ane cBO€YaCHO peKoMeHAauil reHeTUKa poanHa
He BMKOHara. Y 8 micAuiB AUTUHA NOTPANAE Ha
CTauioHapHe nikyBaHHA 3 NPUBOAY KOKCUTY Npa-
BOrO Ky/NbWOBOro cyrnoby. Y Biui gutuHm 1 pik
2 TUXHi MaTX 3HOBY 3BepHYNacA 3a MeAUYHOI
AOMNOMOro A0 AUTAYOro HeBpoJora 3i ckapra-
MU, WO MasoK He CUAUTb, He XOOWUTb, TiNbKM NO-
4yaB NOB3aTuW, HEMAE CNiB i 3ByKOHAC/ifyBaHb, He
BMKOHYE NPOCTUX peyen.

Mpwn ornagi: o6Big ronosu 46 cm, 06BiA rpya-
HOI KNiTKM — 51 cm. WkKipa Ta BManMI Cnn3oBi
uncTi, 6nigo-poxesi. MNepudpepunyni nimpo.ys-
nn He 36inbleHi. InxaHHA yepes3 Hic BinbHe.
B nereHax Be3mKkynApHe AuXaHHA, TOHU cepus
PUTMIiYHI, 3BYYHi. KMBIT M'AaKnn, He Gonounin.
MeyviHKa No Kpato pebepHOi ayru, cenesiHka He
nanbnyetbcA. Oi3nyHi BignpaBneHHA B HOPMi.

OuHi winnHn D=S, cdopmoBaHi NpaBubHO.
3iHuui okpyrni, D=S; poTopeakuisa xBaBa. Pyxn
OYHMX AGNYK Y NOBHOMY 06cA3i. A3UK Yy NOpOX-
HUMHIi poTa 3a cepeaHboIO fliHi€l. KoBTaHHA, do-
HauiAa He nopyuweHi. M'A3eBMA TOHYC NOMipHO
3HUXKEHMWI Yy NIeYOBOMY Ta Ta30BOMY MOACAX,
NiABULWEHNA Y HWKHIX KiHUiBKaX. CyxoxXunb-
Ho-nepiocTanbHi pednekcn D=S. MaTonoriyi
cumnTomn Big'emHi. Onopa Ha cTtony cnabka
(0cobnurBoO Ha NpaBy HiXKy). BupakeHa 3aTpum-
Ka MCUXOMOBHOIO Ta MOTOPHOIO PO3BUTKY.

MapakniHiuHi 06CTEXEHHA: KNiHIYHUI aHani3
KPpOBi — MOMipHWIA €03iHOGINbO3, 3aranbHUN aHa-
ni3 cedyi, neyiHKoBi Npobwu, 3aranbHUi 6INoK, ce-
YOBMHA, KpeaTuH, rMioKo3a, Ny>kHa ¢ocdaTasa -y
MeXax BiKOBOI HOPMMU.

IHCTpymMeHTanbHe OOGCTEXEHHA: eNeKkTpo-
eHuedanorpama — NaTonorii He BUABNEHO; enek-
TpoKapgiorpama — CMHYCOBa apuTMifA, HernoBHa
6nokaga npaBoi HiXKn nyuka [ica.

OCHOBHMI fiarHo3 ANTAYOro HeBposora: «3a-
TPUMKA CTaTOKIHETMUYHUX YHKUIN, 3aTprMKa
MOBJIEHHEBOIO PO3BUTKY Y AUTUHM 3 NpeHaTasb-
HUM FiNOKCUYHO-iWeMiYHUM ypaxkeHHAM LIHC».
HaHi pekoMmeHaauii WoAo NiKyBaHHA, AKi BUABK-
nmca manoepeKTUBHUMM.

Y none 30py nikapA-reHeTMka AUTNHA 3HOBY
noTpannAe y Biui 1 pik 7 micauis. Cnoctepira-
€TbCA BUpPaXeHa 3aTpUMKa MCUXOMOTOPHOrO
pPO3BUTKY. XNOMNYMK MOXe MoB3aTu, CUAITK, Ca-
MOCTINHO He XOA4UTb, PYX/ NepepuBYacTi, pyuKku
3iFHYTW Y NiKTbOBMX Cyrnobax, CTepeoTUnHi pyxu
(nneckae y gONOHI), He PO3MOBJIAE, ane fy»e Nto-
6uTb rpaTnCA 3 BOJO, 0COONNBO 3BepTaE yBary
Ha BOAy, AIKa Teye 3 KpaHa; 4YacTo BCMIXa€TbCA,
Mae «wwacnmee o6nnyya». CoH Ta aneTuT y HOPMi.
o uboro vacy eninenTn4YHi Hanagm y AUTUHU He
crnocTepiranncs.

journal@psychiatry-neurology.org
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MpoBefeHO UUTOreHeTUYHe OOCTEXKEHHA Ta
JOCNigXeHHA MeTo40M NOPIBHANBHOI F’EHOMHOI
riopuansauii (MepiatpnyHa Ta HEOHATONOTIYHA
cnyxba, AenapTtameHT CMagKoBOi MaTosorii,
M. Him, ®paHuina). 3a pesynbtaTaMn LUTOreHe-
TUYHOrO AOCNiIAKEHHA 6yno BUABNEHO aHOP-
ManbHUI Yonosiunm Kapiotmn de novo: 45,XY-
,der(15)t(15;15)(q10;910)dup(15)(q13qg11).
MeTtogom FISH BrnAaBneHo izofiueHTpUUHy Xpo-
MocoMy 15 6aTbKiBCbKOrO MOXOAXKEHHSA, AKa
yTBOpPEHa ABOMa cen15 n MicTUTb ABi Konii Kpu-
TUYHOI ginAaHku (15)(q11q13) cungpomy MNpage-
pa-Binni/AHrenbmaHa. Taka abepauisa BBaXka-
€TbCA HaMYacTiWo pekombiHaLi€lo Mi>k gBOMa
xpomocomamu 15 i mae Ha3By «[IpokcnmasnbHa
iHBepTOBaHa aynnikauia — invdup(15)». Pe3ynb-
TaTu foCnig»eHHa 36iranuca 3 3araibHo0 Khi-
HiYHOIO KapTuHO. ANTNHI 6yno BCTaHOBNEHO
JiarHo3s: «MacTtkoBa Tpncomia no 15 xpomocomi
3 CUHAPOMOM AHrefibMaHa».

HdaHnin BMNAfoOK iNOCTPYE HETMNOBUI nepe-
6ir CA. Taki BUNnagKu onucaHi B nitepatypi, ane €
pigKicHMMKM. YacTiwe y xBopux i3 6aTbKiBCbKO
i3o4iueHTpnYHOK Xpomocomoto 15, Aka Mae
NPOKCUManbHy iHBePTOBaHY AyniikaL,ito, OCHOBHi
KMiHIYHi CUMNTOMM Ta YepenHOo-NMLEBUN [U3MOP-
di3M He BMpakeHi. Y HOBOHAPOMXKEHNX 3 TaKOHO
abepauli€lo B MOOAUHOKUX BUMagKax 3ycTpiva-
I0TbCA BPOAXKEHI Bagn PO3BUTKY cepus, TeTpaaa
@®ano, rinocnagia, KPUNTOPXi3M, HE3POLLEHHA
rpygHoi nimdatnyHoi npotoku. Lli obctaBuHM
YTPYOHIOIOTb CBOEYACHE BCTAaHOBJIEHHA [AiarHO3y
Ta HagaHHA cneundiyHOT MeaNYHOT ONOMOTI.

CA xapakTepu3yeTbCA TWUM, WO BUHMKAE
cnoHTaHHO. To6TO Taka aHOMania Moxe 6yTn y
6ynb-akoro HoBoHapogeHoro. CA xou i € Bpog-
>KEHOI0 reHeTMYHOIO aHOMaNIEl, ane YiTKo npo-
ABnA€e cebe He 3 caMoro HapogXeHHA. OcKinb-
KN ONA 3aXBOPKOBAaHHA XapaKTepHi 3aTpUMKK
NCUXiYHOro i Pi3NYHOro PO3BUTKY, BU3HAUUTU

NnaTosioritlo y HOBOHAPOAKEHOro 3a O3HaKamwu
pocntb Baxko. Cumntomn CA He cneundiyHi i
MOXYTb OyTU PO3rNAHYTI Nikapem AK Hacnigku
BHYTPILWHbOYTPOOHOT rinokcii nnoga. OpHak
HeoOXiAHO 3BEpPHYTM yBary Ha HasBHICTb Ha-
CTYMHUX NPOABIB: NOCTHaTaNbHa Mikpouedanis,
rinOTOHIA, MOPYLWEHHA CHY, NiABULEHa YyTIu-
BiCTb JO BMCOKUX TeMnepaTtyp, npobnemu 3 ro-
OYBaHHAM, BPOLKEHWNN NOPOK PO3BUTKY. AKLLO
negiatp 3anigo3puB TakUn PigKICHUA CUHOAPOM
Yy HOBOHApPOAKEHOro, BiH NOBMHEH HanpaBuTK
OUTUHY Ha KOHCYNbTalilo 4O reHeTuKa.

[eHeTMYHa AiarHOCTMKA NoKa3aHa BCiM HOBO-
HapPOOXKEHVM 3i 3HVKEHUM TMMOTOHYCOM, afKe
ue moxe O6yTn nepwmnm CUrHanom, Lo CeBigunTb
npo aHomanii. TinbKn 3a AOMOMOrOK reHeTuy-
HOrO aHani3y MOXHa YTOYHUTW fiarHo3. Takox
KOHCYNbTauiA reHeTMka HeobxigHa Npu HasBHO-
CTi XPOMOCOMHMX MOpYyLeHb y 6aTbKiB. Prsmkun
TOro, WO MasoK HapoAUTbCA 3 TaKUM 3axBOpIo-
BaHHAM, NigBULLYIOTbCA, AKLO Y OAHOro 3 6aTb-
KiB € XpOMOCOMHa aHoManiA. [ONOBHUM i EAUHNM
npodinakTnyHum 3axogom CA MOXHa BBakaTu
NAaHoBy BariTHiCTb. [lo 3a4aTTA QUTUHU HEOoO6-
XiAHO 3agyMaTncA NPO KOHCYMbTaLlilo reHeTuKa,
a NoTiM i NPO NoBHe 0OCTEXKEHHSA.

BucHoBKu

it 3 BpoaKeHUMM Bajamun poO3BUTKY Ta 3a-
TPUMKOIO NCUXODI3NYHOIrO PO3BUTKY 06O0B'A3-
KOBO MaloTb OyTW HanpaBfeHi Ha KOHCynbTaLito
reHeTuka. Taki xBopi Ta ixHi 6aTbKn NOTPebyoTb
OOCTEXXEHHA 3 BUKOPUCTAHHAM CyYaCHMX LMTO-
Ta MOJIEKYNAPHO-TEHETUYHVX METOAIB AiarHOCTU-
K1 3 meToto Bepudikauii giarHo3y.

XBOPpi AiT, KapioTmn AKNX MaE€ i304iLeHTpuny-
HYy XpOMOCOMY 15 6aTbKiBCbKOrO MOXOAKEHHS,
WO MIiCTUTb ABi KOMil KpUTUYHOI AinaHku (15)
(911913) cungpomy [Mpagepa-Binni/AHrenbma-
Ha, MOXXYTb MaTK He BUPaMeHi OCHOBHI K/iHiYHi
CMMMTOMU Ta YepenHo-nuueBi ansmopdiamm CA.
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