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Pe3zwome. V pobomi npedocmaeneno ananis kainiko-1a6opamoprux 0anux 0OHi€l 3 PiOKICHUX XPOMOCOMHUX Nd-
monoeitl — cunopomy @enan-Max/lepmioa. B ochogi cunopomy nonseae nasenicmos Mikpodeneyii 0062020 nieua xpo-
mocomu 22 (del(22)(q13)), a makosc xinvyesa xpomocoma 22. Meduxo-eenemuune KOHCYIbMYS8AHHA NPOBOOULOCHL HA
6azi CMT'L] HACJI « OXMATHAUT» M3 Vkpainu y mpvox dimeil y ¢iyi 1,5 mic., 7,5 mic., Ipik 6 mic, 3 diacHozom npu
HAOX00NCeHH] 3aMPUMKA NCUXO-PEUOBO20 PO3GUMKY.

Buxopucmani eenemuuni (KAiHiKO-2eHean02Tu UL, YUMOLOIUHUL, Y M. 4. MOIeKYIApHO-yumozenemuynutl (FISH),
Oioximivnuil i incmpymMenmanioHi Memoou oocmedcenns. Y cmammi npeocmasieno aieopumm pooomu iikaps-ceHemu-
Ka i 1abopanma-eeHemurka nio 4ac cuHopomono2iynoi diacnocmuku. Kiiniuni nposeu cunopomy He € cneyuivnumu i
MOXHCYMb Oymu uUpaxceHi y 8u2isioi M A3e60i 2inomoHii (novuHaouu 3 HeOHamaibHo20 Nepiody), 3ampuUMKyU Cmamo-
KIHeMUu4H020 i NCUX0-peuo6020 PO3GUMKY, d MAKONUC TUYLOSUMU OusMopdiamu. Jani 03HAKU CAYIHCAMb NOKAZAHHAM
0151 MEOUKO-2eHeMuU4n020 KOHCYIbMYBAHHSA | Yumoz2eHemuuno2o oocmegicents 3 eukopucmanuam FISH-memooy (su-
3HaAueHHs Mikpodeneyii 0062020 nieua xpomocomu 22, n1oxkycy ARSA). IIpu eiocymnocmi cunopomy HeobXioHo 3acmo-
cosyeamu ougepeHyiuny 0iacHocmuKy 3 iHWo0 He30a1AHCO8AHOI0 XPOMOCOMHOIO namoaozicio (cunopom IIpadepa-Bi-
ani, Aneenomana, Cuima-Macenica, genoxapoiogacyuaivuuii CUHOPOM), d MAKONAC 3 CUHOPOMAMU 2CHHO20 XapaKmepy
(Mapmin-benn, Oniya-Kasedoci mowo).

Knwuoesi cnoea: cunopom @enan-Max/epmioa; meduko-zenemuune Koncyiomyseanns, kapiomunysanis,; FISH-wemoo.

BcTtyn

Cunapom ®enan-Maxdepmin (COM/]) - mikpo-
JeJeiifHui CHHIpPOM, BIJOMUW B JiTepaTypi Iijg
Ha3Boio Phelan McDermid syndrome (PMS), sxnii
XapaKTepHU3Y€EThCS HEOHATAIbHOK TiNMOTOHIEW, 3a-
TpuMKOI0 mcuxo-MotopHOTo (3IIMP), posymoBoro
PO3BUTKY, JHIEBUMH IHU3MOp]isMH Ta BiACYTHICTIO
abo rpyOuMHu po3jamaMu exkcrnpecuBHoi MoBu. [lep-
IIMH BUIAJOK MOHOCOMIT AUCTAIBHOIO BIIJIIIY XpO-
Mocomu 22 O0yB onucanuit y 1985poni y 14-piunoro
XJOMYUKa 3 TPYOMM IHTENEKTyalbHUM Ie(illuTOM,
BiJICYTHICTIO MOBH, HOPMaJIbHUM 3POCTOM i JIUIIEBH-
mu au3mopdisimu [1]. He3Baxxaroun Ha piiKy 4acToTy
B nonyusuii (onmucano 6ins 1500 Bunankis) [2], cain
BiJ[3HAYUTH, 1[0 y OUIBIIOCTI BHMAIKIB TaKi TiTH €
iHBaJliJaMH 3 AUTHHCTBA 1 MOTPEOYIOTh BHTpPAT IS
MPOBEACHHS JTiKyBalbHO-peadIiTalifHUX 3aX0IiB.

CuHIpOM BHWHHKA€E B pPe3ynbTaTi HOBOI MyTamii
y BUIJIAII jenelnii AMCTalbHOIO CErMEHTY JOBIOTO
mieya xpomocomu 22q13.3 (75-80%) abo kinbieBoi
xpomocomu 22. Po3mip menenii Bapitoe Big S0kb no
9Mb i npu npomy 3anyqaersest SHANK3 - ren aco-
miffoBaHUHN 13 JACAKUMH HEHPO-TICUXIATPUIHUMH 3a-
XBOPIOBAHHSAMHY, BKIIOYAIOUYH PO3yMOBY BiACTaNICTh,
ayTusM Ta mu3odpenito [3].

I'en SHANK3 koanye onnoiimennuii 6imok Shank3,
SAKUW BiJirpae HalOlAbII BaXIMBY POJIb y AisJIBHOC-
Ti HEHTPaJbHOI HEPBOBOI CHCTEMI, OCKIJIBKH 3 HHOTO
CKJIAJIa€ThCs MOCTCHHANTUYHA MeMOpaHa TIiyTama-
teprignoro NMDA-penentopa. ['lmyramar — oaus i3
OCHOBHHX 30y/)KYIOUUX HelpomeaiaTopiB; riyrama-
TepriuHi 3B’ s13kM OEpyTh yyacTh B polecax HaBYaH-
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Hs i mam’ati. [ler SHANK3 nounHae ekcpecyBaTucs
0 HAPOJIKEeHHs 1 Oepe yJacTh B MpoIecaxX CHHAMNTO-
renesy. Ilpm mopymenHi cTpykrypu Oimka Shank3
B TIpOIeci CHHANTOTeHE3y HEHPOHHM Timokamma i
MO304YKa HE YTBOPIOKThH AOCTATHHOI KIJBKOCTI JICH-
JNPUTHUX HIMIHUKIB, [0, BIAMOBIIHO, 3HMXKYE II1JTb-
HICTh HEHpOHHHUX 3B s3KiB. [licas BigKpuTTa reHa
SHANKS3 jioro Bu3Haau NpUYMHO BUHUKHEHHS ay-
tu3my, agxe COMJ] cynpoBOIKYETHCS MOBEIIHKOIO
ayTUCTHYHOTO xapaktepy. [Ipore momanpmi mgocii-
JOKEHHS CIPOCTYBAJIM Take TBEpKeHHs. Busiuiocs,
mro sunre 0,7% BceixX MmamieHTIB 3 BCTAHOBJICHHUM ay-
TH3MOM HecyTb Mikpoaenenito 22q13.3[4]

BapTo 3a3HaunTH, mo B JiTepaTypi omucaHi iH-
TepcTunianbHi gememii B 22ql3, sgxi He BKIOYa-
au SHANK3 3a yMOBH UYITKHX KJIiHIYHUX TNPOSABIB
COM/I.[5]. OTxe MOXHA BKa3aTH MPO HASBHICTH B
cerMeHTi 22ql13.3 perynsiTopHUX HEKOIYKYHX Ji-
nsHOK (3araiom 108 reHiB, mo po3MilIeHI B MexKax
ninsHkA 3 22q13.2 mo 22q13.3), aki 6epyTh ydacThb
B excmupecii SHANKS3, abo iHmMHUX KIIOYOBUX TCHIB,
BiZMOBiJaNbHUX 32 PO3BUTOK CHHApPOMY [6].

Cnijx 3a3HauMTH, N0 HA ChOTOJAHI JlabopaTopHa
niarHoctuka COMJ] npoBOAUTHCS 3 BUKOPUCTAHHSIM
cydyacHUX MoJekyisipHo-uuTorenetTnynux (FISH) ra
MOJEKYIAPHO-TEHETUYHUX METOIiB, TAKUX SK: ITUTO-
TeHeTUYHHH — BUKIIOYEHHS 30alaHCOBAHUX Ta HeE-
30aaHCOBAHUX XPOMOCOMHHX MepedyaI0B XpOMOCOM,
kibieBoi xpomocomu 22; FISH-meToqoM - BUKITIO-
yeHHs Mikpogenenii 22q13.3(ARSA-); microarray
aHani3 xpomocom periony 22ql3.3 (oxironykieo-
THAHUHN array abo gocnimkerHs SNP-array); a Takox



PE3YNbLTATV OUCEPTALIMHUX TA HAYKOBO-AOCNIAHUX POBIT / RESULTS THESIS AND SCIENTIFIC - RESEARCH

MeTo] cekBeHyBaHHS reny SHANK3 [4].

VY 3B’sA3KYy i3 TpyOHOIIAMH B IOCTAHOBI JiarHo-
3y Ha TIEpPBUHHOMY eTami poOOTH JiKaps-TeHEeTHKa
BUHHKAa€e mMoTpeba y BUBYEHHI KIIHIYHHX MPOSBIB
COMJ] y nmiteit pizHOTO BiKy Ta aHamizy jgabopartop-
HUX 00CTEXEeHb, 3 METOI0 PO3pOOKH KIIiHIKO-Tabopa-
TOPHOTO aJTOPUTMYy AIarHOCTHKU INPU TNPOBEJACHHI
MEIHKO-TCHETHYHOTO KOHCYIbTyBaHHsA (MI'K).

MeTta po60TH nonsrana y BUBYCHHI KITiHIKO-7Ta060-
paropHux xapakrepuctuk COMJ] y nitelt, sskum Haa-
Ha MI'K B Crieniani3oBaHOMY IeHETUYHOMY 3aKJIaji.

3aBnaHHsg poOOTH:

- BUBYCHHS (DCHOTUIIOBUX XapaKTCPUCTHK Yy IiTeH
3 mijgo3poto Ha COM/L;

- BU3HAYEHHS [UTOTEHETUUYHUX BapiaHTIB y AiTeH
3 CM®/] 3 BUKOpUCTAHHAM CTAaHAAPTHOI'O IUTOTEHE-
tuyHoro ta FISH-mertony;

- BU3HAYCHHS aJITOPUTMY Npu npoBeneHHi MI'K y
niteit 3 CM®/;

- nudepenniiftna niarHoctuka CM®J] 3 iHmOIO
CHHAPOMAIBHOIO MATOJOTIEI0.

MaTtepianu Ta metoau

PoGora Buxonysamace Ha ©0a3i CMI'L] HJICIJI
«OXMATIOUT» MO3 Vkpaiam 3a mepiom 2017-2018
pp- MI'K mpoBoannocs 42 mitsam 3 migo3poro Ha CM®/],
MiATBEPKEHO AiarHO3 y TPhOX AiTe# Bikom: 1,5 mic.,
7,5 mic. Ta 1pik 6 mic., 3 pi3HUX perioHiB YkpaiHu, Jia-
I'HO3 TIPU 3BEPHEHHI Yy SKUX OyB y BUINISII 3aTPUMKH
CTaTO-KIHETUYHOTO Ta TICHXOMOBHOTO PO3BUTKY. JliTH
Oynu OTNAHYTI CYMDKHUMH (axiBIIMH: HEBPOIOTOM,
0P TaTBEMOIIOTOM, KapA10JI0TOM, OTOISIPHHTOIOTOM.

MeToan pocnigXeHHA: KiiHiko-TeHeanoriu-
HUW; O10XIMYHUH, Y T.4. TaHAEM-MaC-CIIEKTPOMETPis
kpoBi (TMC); nutorenernuni, y T.4. FISH-meTon;
mapakIiHiuYHI Ta IHCTPYMEHTAbHI.

Pe3ynbraTn Ta ix 06roBopeHHs

[Tpu nposenenni MI'K niteit 3 COMJ] OyB BU3HA-
YEHUIl aJrOpUTM y poOOTI JiKapsi-reHeTHKa Ta LUTO-
reretuka. [Ipu nepsuanomy MI'K nikapem-reHeTnkom
BHM3HAuajacs JiarHOCTHYHA Mporpama, sika HeoOXiaHa
y BUSBIICHHI CHHAPOMAIBHOI, Y T.94. XpOMOCOMHO{ Ta-
tonorii y aiteit 3 3IIMP: anami3 cedi mo CKpHHIHTY;
6ioximiuni gocuimkenns kposi (TMC - nns Bukiio-
YeHHsS MaTojorii oOMiHy aMiHOKHCIIOT Ta almiikap-
HITHHIB); BMICT JaKTaTy Ta aMiaky, BMICT KpeaTHH-
dochoxkinazu (KDOK) Ta 3aranpHOKIIHIYHI MeTOnH. 3
IHCTPYMEHTATbHUX OOCTE)KEHb BPaXOBYBalH PE3YIb-
TaTH EKJIETpoMiorpadiuyHOTO MOCTIIKEHHS, YIbTPa3-
BYKOBOT'O JIOCIIIJDKEHHS OPTaHiB YepEeBHOT MOPOKHUHH
i HUPOK, exokapjiorpadiuHoro oOCTEKEHHs, MarHiT-
HO-pE30HAaHCHOI ToMOTrpadii roJI0BHOTO MO3KY.

Ha npyromy erami po0oTu mikaps-reHeTHKa IIPO-
BOAMJIOCS KOHCYJIbTYBaHHS 3 ypaxyBaHHSAM pe3ylb-
TaTiB IIUTOTEHETUYHOTO OOCTEXEeHHS mpobdaHma 3
BuKkopuctanusm FISH-metomy s miaTBepKeHHs
niaruosy. Ha tperbomy erani MI'K npoauscs pos-
pPaxyHOK TeHETHYHOTO PU3HMKY st CiM’1 mpobanya.

[Micns BussnenHs mikponenenii FISH-metonowm ish
22q13.3(ARSA-) y mpobanja mpoBOAMIOCS TOBTOPHE
MI'K, y T.4. 4neHiB iloro poguHu. 3 METOI0 pO3paxyH-
Ky F€HEeTHYHOI'0 PU3MKY OaTbkaMm mpoOaHaa MpOBOIH-
JI0Cs KJIIHIYHE Ta UTOTeHETHYHE 00CTEKECHHS.
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PesynpraTi KIIiHIKO-T1a00paTOPHOTO OOCTEKECHHS
y niteit 3 COM/] HaBeneni y Tabm. 1.

Amnaniz HaBexeHmX B TabOiu.l kiiHiKo-mabopa-
TOPHUX JAQHUX T[0Ka3aB, [0 JIiTH HApOJMIHUCS BiJ
HOPMaJIbHOT BariTHOCTI, (i310JOTIYHUX MOJIOTIB; BiK
0aThKiB SIKMX Ha MOMEHT 3BEpHEHHS OyB pi3HHH I
3HAXOIUBCA B Mexkax 20-42poxiB.

OcHoBHUMH KIiHIYHUMH niposiBamMu CDOM]] Oymu:

- numeBi Au3Mopdii y BUIIAAI TJIACKOTO 0OIMY-
4si, BEJIMKUX BYIIHMX PaKOBHH, BY3bKHMX OUHHX IIi-
JIMH, OYHOTO TiNepTeI0pHU3MY;

- Timomia3is HirTiB, BUCOKI MOMYIICYKH HA TaJb-
0gX pyk, TiMdenema pyk i CTOI;

- 3IIMP;

- QHTPOTIOMETPUYHI TTOKA3HUKH BIJIMOBIAHO 710 BiKY;

- ayTUYHA ITOBEJAIHKA Ta perpec HabyTUX HABUYOK.

OWiHIOYH JONOMIXHI KIIHIYHI TPOSBU Yy AiTel
3 COM/] ciix 3a3HAYMTH HASIBHICTH HEBPOJIOTIYHO]
CHMITOMAaTHKK Ta O(TAIbMOJOTIYHUX MOPYIIEHb
PI3HOTO XapakTepy.

TakuM 4YWHOM, BHIIE HABEJCHI KJIIHIYHI MPOSBH
y npobaHga He € cueuuidyHUMU IS MOCTAHOBKH
KJIIHIYHOTO [iarHO3y, aje BpPaxOBYIOUM HasBHICTb
M s30BOT TiNOTOHIT, TOYNHAIOYN 3 PAHHBOTO BIKy Ta
3IIMP na ¢oni HOpManbHOTO (GI3MYHOTO PO3BUTKY,
IiTAM pexoMeHaoBaHO mpoBeneHHs MI'K i3 Hactyn-
HUM nutoreneTnyHuM Ta FISH-MeTony ob6cTexxeHHS.

VY BCiX KJIIHIYHMX BUIaJKax NpH IPOBEJICHH] aHa-
Ji3y poI0BOY HE OyJio BUSIBICHO Y POAMYIB MpobOaH-
Jla CIIaJJKoBOi maToJiorii, BPOKEHUX BaJl PO3BUTKY Ta
XPOMOCOMHHUX nepeOyaoB.
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Tabnuus 1
Kninika —na6opartopHa xapaktepuctuka COM[ (2017-2018pp)
° Bik °”'”'§:‘mlmi"ap°' deHoTMn _ Bik
51 2 npo- | Akyuwep- . Bik npu
of & 6aHga CbKU# KapioTun npo.GaH.qa npu 1
g_ 5 npu | aHamHe3 Bara, | 3picT, | Anrap, O_cm_)BHi Kni- Jlo_no!wi)KHi Kni- Ta 6aTbKiB nmrk!l mrk
c MK r cM (6anu) | HiuHi nposBMK HiYHi NnpoaABMK
M’si3eBa rinoTo-
Hisl; BY3bKi OYHI
LWiNIMHW, OYHUIA
rineprenopuam,
’ .| KiCcTb, enikaHT,
BariTHicTb osnr:q:'&?ﬁ:rém nynkosa rpuxa,
I yxa, T ; TeTpanapes,
niaHebiHHS, Ti- ;
nonoru |, nonnaasis HirTis cnyx Ta sip
39-40 BACOK NOIY- | He nopyuweHi. 46, XX, ish del(22)
TUX; AY- | BBC - sigkpu- (q13.3)
Bik 6aTb- tewki narsuis, Te oBalbHe (ARSA-) ; 1,8 16
I [mis | 7.5 mic KiB — 3360 54 -7 3EiM<f T(r:)Ba BiKHO, BigkpuTa MaTtu - 46,XX; pokiB | pokiB
MaTtu — 3a'qT yVIMKa, aopTanbHa npo- Bbatbko- 46,XY
26 pokis cbisw-lsoro (He Toka,
6aTbKy- Mpun Y3[ - Taso-
27 . CUanTb, He XOo-
pokiB [MTb) TPYAHOLL] CTErHOBOrO
npu rogyBaHHi y CymB?AG::/I;( na-
3B’S13KYy 3 nopy- ’
LIEHHSIM KOBTaH-
HA. AyTUCTUYHa
nosepfiHka,
perpec HabyTux
HaBUYOK
3MMP; m’sizeBa
rinoToHis, nnac-
Ke obnunyus,
OYHUW rinepTe- n
nopram, T03, 4acTko-
wupoke nepe- BUN bnedapon-
: . TO3,
BariTHicTb HICC:'y‘GTMOBCTI MPT: BeHTpu-
I, nonorun SO Kynomeranis .
’ ) BeNUKi BYLUHI . ’ 46, XY, ish del(22)
' 39-40 pakosny, | APAXHOIAAMEHA | (qq3 3) (ARSA.)
il xn | PG | Bixgare- | 3070 | 52 6-6 | axpomerania, | oo enuit (IMF'K) 1.8 15 pokn
Mic KiB — MaT rinonnasiqa Hirtie CTOUIOD: MaTun - 46,XX; pokiB
; Ha cTonax, puaop; Batbko- 46,XY
— 20 pokiB nimdenema 4acTKOBUN
6aTbKy - A napes nuue-
24 pokis cron, Hotn- BOrO HepBa
P punanbLueBa . pBa.
cKnapka Ha rinoroHaauam,
pyKax KPUNTOPXi3M.
KOHYCOBUAHI
nanbui, BUCOKI
noayLueykm
nanbuiB pyk,
CnocTtepiranacs
TeHOeHUis oo
perpecy crtaTo-
KiIHETUYHUX
- HaBUYOK;
IBIa:':;:Ig:: Ha LWKipi - oBI 46, XY,
’ | 3MNPP, v’s3eBa NirMeHTHi r(22)
39_40’ UK rinoToHis, NAssMn Konbopy (p11.2913.2).ish 9
0l xn | 1.5 mic | Bik 6ats- | 3300 57 8-9 nnacke o6- “kaBu 3 mono- | 229q11.2q13.2(HIRA+, | 1pik oknd
) KiB — maT NNYYS, OYHUN Kom”; ARSA-). 7wmic pMic
~ 42 pokis rineptTenopusm. cuHpaKkTunis MaTtu - 46,XX;
GaprK i I1i Il nanbuis Batbko- 46,XY
39 oziB cTon, rinepmo-
P BinbHICTb romin-
KOBO-CTYMHEBUX
cyrnobis
3ip Ta cnyx He
nopyLUEHi.
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Jdudepenniiina giarnoctuka cuaapomy COMJ] HaBeaeHa B Tab1.2.

Tabnuusa 2

OudepeHuinHa giarHoctnka CuHgpom ®enaH-MakOepmipg [2]

HasBa cuHapomy

eTionorisa

CninbHi cumnTomun 3i COM[

BiamiHHIi cumnToMM

CuHapowm lMpagepa-
Binni

Mikpogeneuiqa
15911-q13 6aTtbkiB-
CbKOTO MOXOAXEHHSA,
maTtepuHcbka UPD,
TOYKOBI MyTaUii B reHi
SNRPN

HeoHaTalnbHa rinoToHis,
TPYOHOLLi NPU KOBTaHHI,
iHTenekTyanbHUN gediyuT,
KOCOOKICTb,

po3ymMoBa BigcTanicTb

nNigBULLLIEHMIN aneTuT Ta OXWU-
pPiHHS;

aonixouedanis, By3bku
bitTemnopanbHui giameTp,
MuUrganeBuUAHUN po3pi3 OYHUX
WiNnH,

By3bka BepxHs ryba,
HanpsAMIieHi BHU3 KYTUKHN
poTa,

aKkpomikpis,

rinoroHaguam

CuHpopom AHrenbmaHa

Mikpogeneuis 15q11—
q13 MaTepuHCbKOro
NOXOOXKEHHS ,
TOYKOBI MyTaUil B reHi
UBES3A

6aTtbkiBCcbka UPD

rinOTOHIA y paHHbOMY Bili,
3aTpuMKa po3yMOBOrO po3-
BUTKY,

BiACYTHICTb MOBMU,

mMani guamopdii obnuyus.

Mikpouedanisa, nnacka no-
TUNMUS,

aTakcis,

NapoKCU3MMU CMiXy

Benokapaiodauians-
HUI CUHOPOM

Mikpogeneuisa 22q 11.2

M’'a3eBa rinoToHis ,
ernikaHT,

BY3bKi OYHI LWiNNHMK,
LWMpoKe HagnepeHicces,
3MMP,

HUPKOBI aHOManili.

BPOAXKEHi cepueBi Bagu,
po3sienneHHs rybu i/abo
TBEPAOro Ta M’Koro nigHe-
OiHHSA,

iMmyHogediuuT,
rinokanbuiemis

CuHgpom CmiTa-Ma-
reHica

IHTepcTeuiiHa
aeneuia 17p11.2

M’si3eBa TinoToHis,
3PP,

nnacke obnunyys,
3HWXKXEHHS YYTNIMBOCTI A0
oonto

aediunt yBarum i rinepaktmns-
HiCTb,

noBeaiHKOBI po3naan y Bu-
rnapi aytoarpecii, nopyLweH-
HS1 «LMKaOHUX» PUTMIB,
CTEPEOTUNHI PyXK.

CuHpapom MaprTiHa-

M’'si3eBa TinoToHis,
iHTenekTyanbHUN gediuuT,
3PP,

Makpouedanis,
[OBre onuyys,
BUCTYNaw4nn nob, makpo-

FMRA1 . ;
benna ayTuyHa noBeAiHka, rHaTis,
racTpoiHTecTuHanbHum ped- |[rinepmobinbHicTe cyrnobis,
JIIOKC MaKkpoopXian3m
aHanbHa aTpesisi, XpOHiYHi
M’'si3eBa TinoToHis, 3anopwu,
iHTenekTyanbHUN gediyuT, KOpoTKa cTatypa, aHomanii
FG cvHapom y Aediu p ypa,
3PP, xpebTa,
(cnHppom NSD1 . .
Oniua-Kasemxia) ayTndyHa nosefdiHka, ,D,e(bO.pMOBaHI HU3bKO noca-
racTpoiHTecTUHanbHum ped- |[AxeHi Byxa.

JTIOKC

nosediHKOBI 0CcOGNMBOCTI:
6anakyJicTb, iMNyNbCUBHICTb

AHai3youu JiTepaTypHi JaHi moao audpepeHuiii-
Hoi miarHocTHkH COMJ] 3 iHIIOK CHHIPOMAIHHOO
[MATOJIOTIE€I0 CJIIJ 3a3HAYMUTH, IO OCHOBHUMHU KJIIHIY-
HUMH TpOsIBaMHU OyJIH: M si3eBa TiOTOHIA, 3aTpUMKa
MCHXO-MOBHOTO Ta PO3YMOBOTO PO3BUTKY, IMOBEJIHKA
AyTHCTUYHOTO XapaKkTepy.

BucHoBKu:

1. TlokazaHHSAM 1O MEIUKO-TEHETHYHOTO KOHCYIb-
TYBaHHS Ta OUTOTEHETUYHOTO OOCTEXKEHHS 3 BHKOpPHUC-
TaHHSIM MOJIEKYJISIPHO-IIUTOTEHETUYHOTO METO/Y € 3a-
TPUMKa ICHXO-MOBHOT'O Ta PO3YMOBOTO pPO3BHUTKY B
MO€HAHHI 3 M ' I3€BOIO TIIOTOHIEIO y ATl PiI3HOTO BiKY.

2. Jns miaTBepmxkenHs niarno3dy Cumapom De-
naH-Mak/lepMinx peKOMEH/I0BAaHO NMPOBECTH MOJIEKY-
JISPHO-IUTOTCHETUIHE OOCTEKEHHS ISl BUSABICHHS

Mmikpojenenii 22q13.3 Ta kinbueBoi xpoMmocomu 22.

3. BigcyTHicTh cnenupiuHUX KIIHIYHUX O3HAK Y
npobanna 3 Cungpom ®Peman-Maklepmiag moTpedye
PO3pOoOKK MiHIMaNIbHOI AiaTHOCTHYHOI MPOTpaMHu y
BUIJISIAI BIAMOBIHOTO aJTrOpUTMy B poOOTi sikaps-
IeHETHKa 3 METOI0 CHHJIPOMAIbHOT JiarHOCTUKH.

4. Tlpu BigcytHocti y mpobanna Cunnpom @Denan-
Max/lepmin € HEOOXimHICTh y MpoOBeneHHI audepeHIri-
QJBHOI IarHOCTHKH 3 iHIIOI CHHIPOMAIBHOIO - SIK TeH-
HOIO, TaK 1 XpOMOCOMHOIO MAaTOJIOTIEI0, IO € HEOOX1THIM
TaKOX I PO3PaXyHKY T€HETUYHOTO PU3UKY B CIM 1.

KoHdnikT iHTepeciB: ABropu He 3asBISsUIIH
Oynb-s1KOTO KOH(IIIKTY 1HTEpeCiB.

®diHaHcyBaHHA: CamodiHaHCyBaHHS.
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K/IMHUKO-JTABOPATOPHASL TUATHOCTHUKA
CUH/JIPOMA ®EJTAH-MAKJIEPMHUJIA Y IETEU

B.A.I'anazan, M.A.l{uzankosa, E.B.Pao3zixoeckas,
HI.A.Kynvbanaesa, B.B.Kypakoea, A.P.Onughup*

HauunonanbHas gerckas cnenuaIn3upoBaHHAs
oonbuuna (HACB) «OXMATIAET»,
Crnenuajau3upoBaHHblii MeIuKO-reHeTHYECKHUIl LEHTP;
HanunonanbHblii MeIHUUHCKHI YHUBEPCUTET
umenu A.A.boromoapua*

(r. KueB, Ykpauna)

Pe3tome. B paGore npencTaBieH aHanu3 KIMHHKO-
na00opaTOpHBIX JaHHBIX OJHOW M3 PEAKO BCTpedaromeiics
XPOMOCOMHOI marosorun y geteit — cunapoma Denan-
Max/lepmuna. B ocHoBe cuHapoMa JI€XKHUT HATHIHE MHKPO-
JIeNenun IIUHHOTO mieda xpomocoMsl 22 (del(22)(ql3)),
a TakXe KojbleBas xpomocoma 22. Mexauko-reHeruyec-
Kass KOHCyIbTamus mnposoxumiack Ha 6aze CMIL] HJCH
«OXMATIAET» M3 Vkpaunsl y Tpoux nerei B Bozpacte 1,5
Mmec., 7,5 mec., lron 6 Mec., ¢ IMarHo30M MpHU MOCTYIICHUH
3a/iepiKKa ICHUX0-PEUEBOT0 Pa3BUTHA.

Hcnonb30Banbel reHeTHYeCKUe (KIMHUKO-TeHEaJorndec-
KUH, LUTOTEHETUYECKUH, B T.4. MOJEKYJISPHO-IUTOTCHE-
tnueckuit (FISH), Onoxmmudecknit m MHCTpyMEHTaJIbHBIC
MeTOABl oOcinenoBaHus. B cTaThe mpeacTaBIeH adTOPUTM
paboThl Bpada-reHeTHKa M J1abopaHTa-reHeTHKa BO BpeMs
cuHapomonoruyeckoil auarmocruku. KimnHnueckue 1mpo-
SBICHUS CHHIPOMA HE ABIAIOTCS CHENM(OUIECKUMH H MO-
T'YT BBIPAXaThCsl B BUJAE MBIIIEYHOW THHNOTOHUU (HAYMHAS
C HEOHATaJbHOIO IEPHOAa), 3aAEPXKKH CTaTO-KHHETHYEC-
KOTO U TICHXO-PEYeBOTO Pa3BUTHUS, a TAK)KE JIUIEBBIMU JU3-
Mopousimu. J[aHHbIe NPHU3HAKH SBISIOTCS MOKa3aHUEM JIs
MEIHKO-T€HETUIECKOTO KOHCYJIBTHPOBAHUS U IUTOTECHETH-
geckoro obOcmenoBanust ¢ ucnonb3oBanueM FISH-mertoma
(ompeeneHue MUKPOAEIEUN AIUHHOTO IJIe4a XPOMOCOMBI
22, noxkyca ARSA). IIpu oTCyTCTBHHM CHHIpOMAa HEOOXOH-
MO MPOBOAUTH JU(PEepeHIHaNbHYI0 THAaTHOCTUKY C JPyTOi
HecOamaHCUPOBAHHONW XPOMOCOMHON marojiorueid  (CuH-
apom Ilpanep-Bunnu, Anxrensmana, Cmuta-MareHuca u
BeTOKapaAno(annaTbHBIM CHHAPOM), a TAaKXKe ¢ CHHAPOMAMH
reHHoro xapaxkrepa (Maprun-benn, Onuna-Kasemxu u np.).

KawueBbie cioBa: cunapom denan-Mak/lepmu;
MEAHMKO-TeHETHUYEeCKast KOHCYIbTANNs; KapHOTUIHPOBAHUE;
FISH-meTox.
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CLINICAL AND LABORATORY RESEARCH
THE PHELAN-MACDERMID SYNDROME
IN CHILDREN

V. Galagan, M. Tsyhankova, O Radzyhovs’ka,
Sh. Kulbalaieva, V. Kurakova, O Olifir *

National children hospital “OKHMATDYT”,
The Center of Medical Genetic;
Bogomolets National
Medical University
(Kyiv, Ukraine)

Summary. The paper presents the analysis of
clinical and laboratory research of one of the rarely
chromosomal pathology, which occur in children - Phelan-
MacDermid syndrome. The microdeletion of the long arm
of chromosome 22 (del(22)(q13)) and the ring chromosome
22 is the main reason of this syndrome. Genetic counselling
was conducted in The Center of medical genetic children
hospital “OKHMATDYT”. Three children were examined
- 1.5, 7.5, and 18 months, with a diagnosis on admission -
mental retardation.

Genetic (clinical and genealogical, cytogenetic,
including molecular cytogenetic (FISH), biochemical and
instrumental examination methods were used. The article
presents the sample of teamwork, which consists of a
clinical and laboratory part of a syndromological diagnosis.
Clinical manifestations of the syndrome are not specific.
The most frequent of them is muscular hypotonia, (starting
from the neonatal period), stato-kinetic and psycho-speech
developmental delay and facial dysmorphism. These signs
are needs for medical genetic counselling holding and
cytogenetic laboratory diagnostic using the FISH-method
(determination of the microdeletion of the long arm of
chromosome 22, the ARSA locus). In the absence of the
syndrome, it is necessary to differential diagnostics with
another unbalanced chromosomal pathology (Prader-Willi
syndrome, Angelman, Smith-Magenis and velocardiofascial
syndrome) and another genetic syndrome (FraX, Smith
Lemli Opitz etc.).

Key words: Phelan-MacDermid Syndrome; Genetic
Counselling; Chromosome Analysis; FISH.
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