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MeToay reHeTUHHOI AiarHOCTNKM Ha CbOrOAHI ABASIOTL COOO0I0 MOTYXKHWIA IHCTRYMEHT ANA NPaKTUYHOIO Nikaps, fki AaloTe 3MOry He Nu1LLe BCTa-
HOBMIOBATM ETIONOrI0 PO3NaaiB HEMPOPO3BUTKY B AiTEN, ane 1 BIIVBAIOTb Ha NOAANbLLY TaKTUKY BEASHHS nauieHTa, BUOIp NOAanbLUnX AiarHo-
CTUYHNX | TEPANEBTUYHMX BTPYYaHb, AONOMAraioTe MPOrHO3yBaTV HACTYMHI BAMTHOCTI 151 POAVHN.

MeTa — npoaHaisyBaT BiJOMOCTI Cy4acHOi GaxoBoi Niteparypu WOoA0 0COOANBOCTEN 3aCTOCYBAHHSA Cy4aCHVX LIMTOrEHETUYHMIX METOAIB
[jarHOCTUKK, 30KpeEMa, XpOMOCOMHOIO MIKPOMETPNYHOIO aHanidy (XMA); HaBeCT/ KNIHIYHWI nprknan, ANTUHW 3 PO3NaoM HEMPOPO3BUTKY
Ta BCTAHOBJ/IEHOID XPOMOCOMHOIO ETIONOTIEID.

HaBeneHo ornsia HayKoBOI NiTepaTypy CTOCOBHO Nnepesar Ta 0Co0AMBOCTEN 3aCTOCYBaHHS iIHHOBALLiNHIX METOIB LUTOreHETUYHOI AjarHOCTNKM
(kapiotvnysaHHsa, XMA), KniHi4HX NPOsBIB CMHAPOMY Mikpoaeneuji 2g13.

OnucaHo KAiHIYHMIA BUNAAOK BCTAHOBNEHHS AjarHo3y ANTUHK i3 CUHOPOMOM Mikpoaenelii 2g13. 3a nponomoroio XMA BUSBNEHO reTepo-
3UroTHY Mikpozeneuiio Ha 2913 posmipom 122 kinobaswu, wo nprdesena oo srparv reHis NPHP1 ta MALL. Otpumanuin pesynstatr XMA aas
3MOry ONTVIMIZYBaTK TaKTKY CMOCTEPEXEHHSA 3a AUTUHOIO, 3BaxXatoyy Ha NiABUILLEHNA DU3K PO3BUTKY NaTONOrii HUPOK i nerkoeruedanonarii,
pPEKOMEHAOBAHE LLOPIYHE BU3HAYEHHS PIBHA KpeaTUHIHY Ta CEHOBUHN Y KPOBI, MDOBEAEHHS YIbTPA3BYKOBOMO AOCIAXEHHS HUPOK | MarHiT-
HO-pe30HaHCHOI TOMOorpadii FONOBHOMO MO3KY.

BUCHOBKMN. HaBegeHe KniHiYHE CNOCTEPEXEHHS NIATBEPOXYE CKNaAHICTb AiIarHOCTMYHOIO NOLYKY NPpY po3nagax Hempopo3sBUTKY B AiTEN.
Y fitert i3 posnagamu ayTMcTMYHOIO CnekTpa, 3aTpUMKOI0 PO3BUTKY, IHTENEKTYaIbHOIO HEOCTATHICTIO 3a BIACYTHOCTI eninenTuyHX Hanaais,
He3aNexHo B, HasgBHOCTI ANCMOPMIHHUX PUC 0OANYYA, PEKOMEH0BAHO NoYMHaTK 06CTexeHHs 3 XMA, a B AiTel 3 eninentniHimm eHuedano-
natiamMin oNTUManbHO NOYMHATY OOCTEXEHHS 3 METOY CeKBEHYBaHHS HacTynHOi reHepadii (NGS), 3okpemMa, NOBHOrO CEKBEHYBAHHST EK30MY.
JocnioxeHHs BUKOHaHO BiANOBIAHO 40 NPUHUMNIB [enbCiHCLKOI Aeknapauii. Ha npoBeaeHHA AOCNIoXEHb OTPMMAaHO iHbOopMOBaHy 3roay 6atb-
KiB OUTUHN.

ABTOPU 3a8BNSHOTb NP0 BIACYTHICTb KOHMAIKTY IHTEPECIB.

Knioyosi cnoBa: ajitv, posnagn aytmcTyHOro CnexkTpa, 3atprmka po3BnTKy, CUMHOPOM AediUnTy yBaru 3 rinepakTvBHICTIO, IHTENeKTyalbHa
HEeOOCTaTHICTb, FEHETUYHE TECTYBAHHS, XDOMOCOMHMI MIKDOMaTPUYHIA aHani3, KapioTunyBaHHs, CUHAPOM Mikpoaeneuii 2g13.
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Today, genetic diagnosis methods are a powerful tool for a practicing doctor, which allows not only to establish the etiology of neurodevelop-
mental disorders in children, but also influences the further tactics of patient management, the choice of further diagnostic and therapeutic
interventions, helps in predicting subsequent pregnancies for the family.

Purpose — to analyze the information of modern specialized literature regarding the features of the use of modern cytogenetic methods
of diagnosis, in particular, chromosomal micrometric analysis (CMA); give a clinical example of a child with a neurodevelopmental disorder and
established chromosomal etiology.

A review of the scientific literature regarding the advantages and features of using innovative methods of cytogenetic diagnostics (karyotyping,
CMA), clinical manifestations of 2g13 microdeletion syndrome is given.

A description of the clinical case of diagnosis of a child with 2g13 microdeletion syndrome is presented. A chromosomal micrometric analysis
was performed, which revealed a heterozygous microdeletion on 2g13 with a size of 122 kilobases, which led to the loss of the NPHP1 and
MALL genes. The obtained result of the CMA made it possible to optimize the tactics of monitoring the child, taking into account the increased
risk of the development of kidney pathology and leukoencephalopathy, the recommended annual determination of the level of creatinine and
urea in the blood, conducting an ultrasound of the kidneys and an MRI of the brain.

Conclusions. The given clinical observation confirms the complexity of the diagnostic search for neurodevelopmental disorders in children.
In children with autism spectrum disorder, developmental delay, intellectual disability, in the absence of epileptic seizures, regardless of the
presence of dysmorphic facial features, it is recommended to begin the examination with CMA, and in children with epileptic encephalopathies,
it is optimal to begin the examination with the next generation sequencing method (NGS), namely whole exome sequencing.

The research was carried out in accordance with the principles of the Declaration of Helsinki. Informed consent of the children’s parents was
obtained for the research.

No conflict of interests was declared by the authors.
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Bctyn
yHOBCHKaeHHiﬁ npakTuili dhaxiBIi BijieH-
H4 nicuxoHespoJiorii /1Y «Incruryt nesia-
Tpii, akymepcTBa i TiHEKOJOril iMeHi akajemika
O.M. Jlyx’'ssmoBoi HAMH ¥Ykpainu» cTUKaOTbhCS
3 IITbMU, SIKi MAIOTh PI3HOMaHITHI TOPYIIEHHS Hell-
popo3BuTKy. He3Baskaioum Ha BiJICYTHICTb JaHUX
o(i1iiiHOI CTATUCTUKK, MOKHA 3pOOUTH BUCHOBOK,
110 PiBEHD MOIMMTUPEHOCTI IIUX HO30JI0Tii 32 OCTaHHI
I'SITh POKIB 3HAYHO 3pic. JlocipKyoun CTpyKTypy
3BEPHEHD /10 BUIIE3a3HAYEHOI KITIHIKM, MU i
BUCHOBKY, 1110 32 OCTaHHI IT'ITh POKIB YacTKa JliTeil
i3 3aTPUMKOIO PO3BUTKY, PO3JIaZIOM ayTUCTUYHOTO
criektpa (PAC) Ta iHTesleKTyaJbHOIO HEIOCTaT-
Hictio 36imbmmaacs 3 30% mo 60%. Y momnepes-
HiX 1y6JiKaIisx My HEOJIHOPA30BO HAroJIoIIyBa-
JI Ha HeOOXiTHOCTI KOMILJIEKCHOTO OOCTeKeHHs
TaKUX JiTeil i3 3aCTOCYBaHHAM CY4YaCHUX J[iarHO-
CTUYHUX METOJIIB: eJiekTpoeniiedasorpadiaHoro
MOHITOPUHTY, MarHiTHO-Pe30HAHCHOI Tomorpadii
3 BUCOKOI0 Po3iibHOM0 31aTHicTo (3,0 T), MarHiT-
HO-pe30HaHCHOI TpakTorpadii Ta MarfiTHO-pe3o-
HaHCcHOI criekTpockotrii [9,10]. OcranriMu pokamMu
J10 KOMILJIEKCY HEOOXITHUX AIarHOCTHYHUX METO/IIB
VBIHIILIO reHeTUYHe TeCTyBaHHSI MeTO/laMU CeKBe-
HyBaHHA HacTynmHOTO oKoJiHHA (NGS), 30Kpema,
MOBHOEK30MHOTO CEKBEHYBaHHsI 200 JOCJIiIZKEHHST
pesieBaHTHUX TTaHesieil retis [25].

Mema nocnijpkeHHsT — TPoOaHANI3yBaTU BiJlO-
MOCTI cydacHOI (haxoBoi JliTepaTypu mo010 0co0In-
BOCTeH 3aCTOCYBaHHSA CyYaCHUX IUTOTEHETUIHUX
METO/IiB /IIaTHOCTUKH, 30KPEMa, XPOMOCOMHOT'O Mi-
kpoMerpuuHoro anamnizy (XMA); HaBecTH KJIiHIY-
HUI IPUKJIAL JUTUHU 3 PO3JIQI0OM HEHPOPO3BUTKY
Ta BCTAHOBJICHOIO XPOMOCOMHOIO €TiOJIOTIEIO.

Posmamu neiipoposButky (neurodevelopmental
disorders) aBISIOTH COOOIO TETEPOrEHHY TPYITY IMO-
pyIIeHb PO3BUTKY HEPBOBOI CHUCTEMH, IO CYTIPO-
BOJIKYIOTBCSI PO3JIa/laMid  KOTHITUBHUX, COIliaJlb-
HUX, PYXOBUX HaBUYOK 1 37IaTHOCTI 10 HaBYaHHS.
o nux, 30kpema, BiIHOCATH 3aTPUMKY PO3BUTKY,
iHTeNeKTyanbHy HemoctatHicTh, PAC, rinepakTus-
HUI PO3Jajl, erijencito, mepedpaabHIil mapajiyd
tomo [15]. 3Hauna poJib B eTiosorii po3iajiB Heii-
POPO3BUTKY HaJEKUTh TeHEeTUYHUM (hbaKTOopam,
Yy TOMY YHCJIi XPOMOCOMHUM aHOMAJIisIM [4].

Oco6IMBO aKTyaJIbHIUM BUKJIUKOM JIJISI Cydac-
HOI HAyKW, HAa BUPIIEHHSI SIKOTO BUTPAYAIOTbHCS
JlecsITUPivYs, € PO3yMiHHS MPOSIBIB, PAaHHS JlarHO-
ctuka ta gikyBanHga PAC y niteii. PAC Ha choroj-
Hi BH3HAYAETHCI TETEPOTEHHOI0 TPYIIOI0 TIOPY-
IIeHb HEPBOBO-TICUXIYHOTO PO3BUTKY, 10 XapaKTe-
pU3YETbCA CTIHKUM /1ePiluTOM KOMYHIKaTUBHUX
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HABWYOK 1 COIIaJIbHOI B3aeEMOJil Ta 0OMeKeHUMU
ab0 TIOBTOPIOBAHUME MOJIEJISIMU TTIOBEIHKH, iHTe-
peciB i pistibHOCTI [1].

Cyuachi ysgBienHs tpo etiosnoriio PAC miz-
KPEeCJIOIOTh, 1110 B 3Ha4HOi yacTKu fiteir PAC ciipu-
YUHEHUU TeHeTWYHUMM (HaKTOpaMu, SKi 3MiHIO-
0Th PO3BUTOK MO3KY, 30KpeMa HEWPOHHI 3B’S13KH,
TUM CaMUM BILIMBAIOYM Ha PO3BUTOK COIiaJbHOI
KOMYHIKAIli Ta IPU3BOASYN 10 OOMEKEHUX iHTe-
peciB i MoBTOpIOBaHOI MoOBefiHKN [24,26]. Po3Bu-
tok PAC Moxe OyTM HaCJiZKOM CKJIaJHOI B3ae-
MOJ[ii TeHeTWYHHUX, eNireHeTMYHUX, €KOJIOTIUHIX
Ta 1HIINX, MOJKJIMBO, IIl¢ He BIZIOMUX Ha CbOTOHI
(bakTopiB. leHeTnuHi aHOMAamil MOXYTb MOPYIITY-
BaTU PI3HOMAHITHI JJaHKU Ta TIPOIIECH B HEPBOBIi
CUCTeMi, TOPYIIYBAaTU PO3BUTOK 1 (DYHKIIOHY-
BaHHsI CHHAIICIB, allONTO3 HEHPOHIB, cuHTE3 OijKa
ab0 aKTUBHICTH HEWPOTJIiT TEPEIIKOKATH PO3BUT-
Ky (pyHKITIOHATbHUX HEMPOHHUX Mepex. BpaxoBy-
1091 CKJIAJIHICTD 1 pI3SHOMaHITHICTD KJIIHIYHUX IIPO-
gBiB, iMOBipHO, 110 PAC € pe3yabratoM B3aeMojii
MIXK KiJTbKOMa Te€HaMU, elireHeTUYHUMHU (HaKTo-
pamMu Ta BIIMBOM MOAMMDIKYIOUNX (PaKTOPiB 30B-
HIIITHBOTO CEPEeIOBUINA, IO 3yMOBIIOIOTH 3MiHY
ekcrpecii renis [13,27].

Buninsaors yotupu rpynu reHeTUYHUX IIPUYNH
PAC:

1) cunapomasbauii PAC 32 MOHOTEHHUX
3aXBOPIOBaHb (HANPUKJIA/, 3a MyTailiii reni TSCH,
TSC2, FMR1, MECP2, UBEA2, NLGN3, SNAKS,
SCN1A, SCN2A Tta in.);

2) PAC 3a XpoMOCOMHUX aHOMaJiiil (HaNpu-
KJan, TpucoMii xpomocomu 21, nesertii 7q, 1p, 3q,
16p, 159);

3) PAC ymacmimok pifKicHUX Bapialliii Kijb-
kocti komiit reriB (CNV). CNV — reHomHi Te-
pebyoBH, SIKi He MOKHA BUSIBUTH 32 JIOTIOMOTOIO
aHali3y KapioTWIly Yy 3B'SI3Ky 3 OOMEKEHHSIM
PO3/IIJIbHOI 3/TaTHOCTI; OTHAK iX MOKHA i/1eHTU (iKY -
BaTH 32 JIOTIOMOTOI0 IIMTOTEHOMHOTO [TOCJIi/[KEeH-
1 — XMA. Pospisusiiors de novo abo ycmaako-
BaHi CNV (Hampukian, mikposeneitia 2q13, ny-
rikarii 15q11-13, 16p11.2 Ta in.), BignosizaabHi
3a po3sutok 10—15% Bumnazkis PAC;

4) emireHeTUYHI TPUINHU (TI0J1IMOPGI3MU TeHiB
MTHFR, COMT, CBS, VDR tompo) [5,13,24,27].

TpaguiitHo B YKpaiHi B AKOCTI T€HETUYHOTO
TeCTy TepHIoi JiHii 3aCTOCOBYETHCS METOJ Kapio-
TUITYBaHHS (BU3HAYEHHS XPOMOCOMHOTO HabOpY)
msixoM  G-pudepentiiinoro  ¢dapOyBaHHs  Xpo-
mocom (G-banding). Kapiortumysauust nae smory
BUSBUTH XPOMOCOMHI CHHIPOMU Ta CTPYKTYPHi
nepeby/I0BU XPOMOCOM, III0 MOXKYTh OyTH TIPUYN-
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HOIO JIeIKUX PO3Ja/iiB Helpopo3BUTKY. KapioTum
€ IOCTYITHUM METOI0M BHOOPY 3 Mi/I03pK Ha CTaH-
naptHi aneymsoifnii (cunzapom /layHa, cuHApOM
Tepuepa, curapom Kaiindensrepa) abo Beswki
nepeOy/I0BU XPOMOCOM, ajie 3 MOSIBOI0 MOJIEKY-
JIIPHO-IIUTOTEHETUYHUX METO/[iB HOro BifiHECEHO
JI0 CKPUHIHTOBUX METO/iB, OCKIJBKU PO3/LIb-
Ha 3/IaTHICTb KapiOTUITyBaHHS JiM(OINUTIB KPOBi
cranoButh 10-20 merabas, Tomy cyOXpoMOCo-
MHI 3MiHM (MEHIIOr0 PO3MIpy) IUM METO/IOM
He Oy/ayTh BUsBJIEHi. 3a3BU4ail MaTepiaJ oM JIJIst
MMOCTHATAJIBHOTO KapiOTUITYBaHHS € JIiM(MOIUTH
nepudepitinoi kposi [17].

OpnHak KapioTUIYBaHHS I0NIOMAra€ BUSBIIATH
reHeTHYHi aHOMaJIii Jinire MpubIn3HO B 5% aiTeit
i3 po3nazamu Helipopo3BuTKy. Ha chorozini kapio-
THUITYBaHHS MMOCTYIIOBO 3aMiHIOETHCSI OiJIbIIT cydac-
HuM MetoioM XMA. 3 BIIPOBa/IZKEHHAM Yy KJIiHIY-
Hy TpakTuky wmetomy XMA crano 3po3ymido,
M0 YacTOTa MIKPOCTPYKTYPHUX TepeOyaoB, sKi
He BUSIBJISIOTHCS KapiOTUITYBaHHSM, ajle MOXKYTb
MaTh CepPHO3HI KJHIYHI HACJIJIKU, TEPEBUIILYE
4acToTy TpUCOMii 21 — HaWYaCTIIOro ayTOCOMHO-
TO CUHZIpOMY B JiiofiHu [ 16].

XPOMOCOMHUI MIiKpOMaTpUYHUM aHamis —
METO/I, 1110, SIK 1 KapioTUILyBaHHS, Ja€ 3MOTY BU-
SIBJISITH  He30aIaHCOBaHI XPOMOCOMHI 1iepeby 1o-
BU, OJIHAK TAaKOK 3/aTHUIT iIeHTU(DIKYBAaTH GiIbII
APiOHI XpOMOCOMHI aHOMaUIii, 10 J03BOJISIE BUSIB-
JIATH 1aToJorito pubsmsno y 20% mireit 3 posia-
namMu Heipopo3BuTKy. XMA momomarae BUSBIISA-
TH BTpatu (zestertii) abo 36iabieHHst (IyILTiKalii)
reHeTUIHOro Matepiany. Haromicts KapioTuiry-
BaHHS JIa€ 3MOT'Y BUSIBJISATH HOPYIIEHHS B XPOMO-
comax aoBxkuHOW moHan 5—10 merabaz (Mbp),
toni gk XMA izenrtudikye mucbamancu Xpomo-
COM JIOBKUHOIO Oinbiiie Hisk 400 kimo6as. XMA
TaKOX CHPUSE TOYHOMY BU3HAYEHHIO TOYOK PO3-
PUBY XPOMOCOM 1 CKJaZy TeHIiB Yy BUSIBJICHUX
CTPYKTYPHUX aHOMAJisIX, IO /Ia€ 3MOrY OIliHU-
TH KOKHUI XPOMOCOMHMIT [ucOaiaHC 3a CKIaL0M
BKJIIOUEHNX TEHIB Ta 31CTaBUTH 3 KJIIHIYHUM (heHO-
THUIIOM TaIlienTa. Yci BTpatu abo 306iIbIIeHHsT XPOo-
MOCOMHUX [IiIJITHOK, JOBKMHA SIKUX TEPEBUIILYE
1 k6a3y, Ha3MBAIOTHCS «BapiaHTU KIJIbKOCTI KOTIiii»
(CNV) [12,14].

Icuytors pisHi TexHiuni Bapianii XMA (abo
MOJIEKYJISPHOTO KapiOTUITYBaHHS), ajieé OCHOB-
HOI0 0COOJMBICTIO BCiX THIIIB € Te, 1[0 METOJ JIA€
3MOTy BUMipioBaTn Hectauy Ta Hajasumok JHK y
3pasKy, 110 i/l Yac aHasi3y 3iCTaBJISETHCA 3 XPO-
MOCOMHUMM CETMEHTaMK Ta 6azaMu JaHuX 3 OTU-
CaHUMU KJIIHIYHUMU BUllaikaMu. Po3ijibHa 3/1aT-
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Hicth XMA B cepenabomy B 1000 pasiB nepesu-
IIy€ PO3JIJbHY 3AaTHICTh KapiOTUITYBaHHS, IO
pOOUTD Tiell MeTOJ He3aMiHHUM JIJisl BUSIBJIEHHSI
Mikpozesieniii Ta Mikpoaymikaiiii. Merogx XMA
TaKO’K BHUSIBJISIE 1 MIOBHOXPOMOCOMHUI [ncOaIaHc,
ajie He BUSIBJIsAE 30amaHcoBaHuX mepebyIoB, Taki
gJK 1HBepcil Ta IMTOreHeTHYHO 30ajaHCOBaHi
Tpancsokarii. Tomy 3a ymoBu BusisieraHs CNV na-
paJiesIbHO CJIiJ] 31MCHIOBATU KapiOTUITYBaHHS /I
BUKJIFOYEHHS CTPYKTYPHOI 11epeOyI0BH XPOMOCOM,
YHACJIiI0K sTK01 MorJia Bunnkaytn CNV [3].

Meton XMA, 3aBasgku HOTO BUCOKIN YyTJIN-
BOCTI, BHECEHO /10 O1/IBIIOCTI peKOMEeH/Ialliil CBiTO-
BUX HAYKOBUX CIJIBHOT $IK METOJ| MEePIIoi JIiHil
B IpeHaTaJbHIll MiaTHOCTUIl Ta TPU HAPOJKEH-
Hi JUTUHUA 3 BPO/KEHUMU BaJlaMU PO3BUTKY
a00 i3 3aTPUMKOIO PO3BUTKY, TOPYIIEHHSIMU HEl-
popo3BUTKY, ¥ ToMy uncii PAC Ta iHTenexTyarb-
HOIO HEOCTATHICTIO, He3aJeKHO BiJl HasBHOCTI
CYNyTHIX BpPOJpKeHUX aHoMamii. [lnsg koroptu
namientis i3 PAC abo 3 emisencieio 3actocyBaH-
g XMA gK MeToqy mepinoi JiiHii 3aseskatume
BiJl IHIIMX HagBHUX oO3HaK — 4gkimo PAC
abo eriylenTIYHI HaNa/ 1 HasiBHI y CKJIa/li MOBIip-
HOTO CHUHJPOMY YM HOEIHYIOTbCS 3 JIUCMOP-
dbivrumME  o3HakamMu abo BPOJKEHUME BaJaMu
PO3BUTKY; MeTo/ 1 XMA cJ1ij1 3acTOCOBYBATH TIepe]|
IHITMU MOJIEKYJIIPHIMEU MeToiamMu abo B pa3i He-
TaTUBHOTO PE3yJBTaTy iHIIMX MOJIEKYJIIPHUX Me-
toxiB. Touna renomHa iHdopMarlis 3a 1OMOMOT00
XMA Moske BUSBUTH TeHETUYHY TPUYNHY KJiHIY-
HOI CUMIITOMATUKH JUTUHU Ta OTIOMOTTH 0OpaTn
TaKTUKY BeIeHHs JIMTUHU, 30KpeMa, HeoOXimAHui
o6csAT IIarHOCTUYHUX METO/IB 1 TepareBTUYHUX
BTpy4ans [20,21].

Bapiaii xisibrocTi kormiit (CNV) MoxyTh MaTi
pi3He 3HAYEHHST — BiJl yCHAaAKOBAHOTO BiJl OaThKiB
a6o de novo 1OOPOSIKICHOTO 710 KJIacudikoBaHOrO
MaTOTEHHOTO, KOJU 3HaXi/IKy BiIHOCATH /10 OJHO-
3HAUYHUX MPUYWH KIIHIYHUX TIPOSIBIB. 3 IHIIOTO
60Ky, CNV MOKyTh OyTH BiZIOMUMU CHHIPOMAJIb-
HuMu (TTOBTOPIOBAJIbHI TO/il B Pi3HUX POAMHAX,
Hanpukaag, cuHapom genenii 22q11.2 abo cun-
npom Ilpagepa—Bimii), abo CNV moske OyTu BH-
siBJIeHa B 1poban/ia Briepiie y Oyab-sIKiil dacTuHi
remomy. 3HadeHHs yacTuHu CNV 3amummaerbes
110 KiH1g He Bizjomum [11].

CNV wmaioTh 3HAYHWU BIUIUB Ha (DYH/IAMEH-
TasIbHi G10JIOTIUHI ITPOIECH, Y TOMY YHCJIi €BOJIIO-
1[if0 Ta ajianTailiio 10 ymMoB cepenoBuiia. [Togasa
CNV y mutuHM € HACIKOM TIPOIEeCiB y raMeTo-
reHesi Ta He KOPEJIOE 3 BIKOM 0aTbhKiB, SIK, HAIIPH-
KJIaJl, paHinie MoKa3aHo JIJIsi XDOMOCOMHUX 1 Jiesi-
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KIX MOHOTE€HHUX CUHIPOMIiB, TOMY € aKTyaJbHOIO
11t 6aThKIB Oy Ib-sKOTO BiKy [18].

Haiimomupenimum marorennum CNV € cuH-
npom penetii 22q11.2 (panimre BijoMuil i Ha3-
Boto «curapoMm /i Ixopaxi» abo <«Bemokap/iio-
(hariasnbHUl CUHAPOMY ), SKUI 3yCTPIYa€THCS B
1 noBoHapomxenoro Ha 4000 KMBOHAPOIKEHUX,
cungpomu llpagepa—Binni ta Anrenbmana, 110
BUKJIMKAIOThC Jedteltisimu 15-1 xpomocomu [6].

Hampuknazn, apiTm i3 CHUHAPOMOM  JeJieril
22q11.2 MOXyTh MaTW PIZHOMaHITHI KJIIHIYHI
O3HAKHM, y TOMY YHCJi TOPYHIEHHS] PO3BUTKY a00
naBuyanHusa, PAC i cepuieBi anomadnii, mucmopdiu-
Hi pricu o6ryust, nedekTy maHeOiHHS, rinepHa-
3aJIbHE MOBJICHHS, IMyHO/Ie(DIIUT, TITTOKAIbIIEMI0
Ta rcuxiaTpuaHi posnanu [22].

Mikpogesenii B sokyci 2q13 mnows’sasani i3
3aTPUMKOIO PO3BUTKY, AUMOPGI3ZMOM  0bIMdUst
ta kriHigaumu nposisamu PAC [7].

Cunzgpowm Mikpogesnerii 2q13 aise coboio pia-
KICHUI TeHeTUYHUN PO3Jiaj, 1O XapaKTePU3y€ETh-
cs BTPATOI0 YACTUHU TEHETUYHOIO Marepiasty
noBroro 1eda xpomocomu 2 (puc. 1). [enerii
2q13 3ycrpivaioTbes B MOMYJISAIil JOCUTD PIIKO,
O/THAK cepeji iTel 3 TOPYIIeHHIMU HEHPOPO3BUT-
Ky Pi3Hi BapiaHTH 1UX JieJelliil 3yCcTpiyaoThcs Ha-
GaraTo yacrirre. 30KpeMa, y JIiTepaTypi € JaHi mpo
3B’130K 11i€i fenertii 3 PAC, 3aTpuMKOI0 PO3BUTKY,
FiepakTUBHUM PO3JIAZIOM i3 jehilluTOoM yBarw,
musodpenieo [2,8].

[Tommpenicts Mmikposenernii 2q13 cepex mi-
teit i3 PAC oriinioeTbest Ha piBHi MenIie Hisk 10%.
Ha cvoroani B titeparypi onucano 6;m3bko 50 Bu-
najkis, a B 6azax ganux CNV — nonaz 150 Bunaz-
KiB [7].

Brpara HaBiThb He3HAYHOI 4YaCTKU JUJISTHKA
OyIb-sIKOT Xp OMOCOMH MOJKe BILTMBATA HA PO3-
BUTOK JIUTUHU Ta 11 IHTEJeKTyaJbHI HaBUYKHU.
[TpubM3HO MOSIOBUHA iTEl YCIAJKOBYE A€o
2q13 Bix oxHoro 3 6aTbkiB. B inmmx 50% miteii me-
Jiellist PO3BUBAETHCSI de MOvo SIK CIIOHTAHHA XPO-
MOCOMHA II0JIOMKa B oprasizmi miozga. [Ipuunuu
BUHUKHEHHS JeJielil Ha Ilell MOMEHT He BiloMi,
3B'513Ky 3 OyIb-siKUMK (DAaKTOPAMU 30BHIITHBOTO
CEPEIOBHUIIA, XapuyBaHHSIM ab0 €KOJIOTI€I0 HA ChO-
roJiHi He BcTaHOBJieHO. Ha skajb, BifICYTHI NLISAXU
MpOMITAKTUKN PO3BUTKY CUHPOMY MiKPOJIeJertii
2q13, Tomy momnepeauTy il BUHUKHEHHS B ILIO/A
He MOXJTIBO [ 2,7,8,19].

Y Bunazky, Koau 0060€ GATbKIB MaiOTh HOP-
MaJibHi HabOpU XPOMOCOM, HAPOKEHHS 11[e O[HIET
muTuHn 3 fenerieio 2q13 € ManoliMOBipHUM.
V piakicuux Bumagkax (Menine 1%) o6oe 6aTbKis
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MalOTh HOPMaJIbHI XPOMOCOMHI HabOpH 3a aHaJi-
30M JIiM(OIUTIB KPOBi, aje YacTUHA IXHIX Sii-
HEeKJIiTHH abo CcrepMaTo30iiB HecyTh MiKpojie-
qerio 2q13. ¥V reneruili Take siBUIlle Ha3MBAIOTh
MO3aiTIU3MOM KJIITUH 3aPOJIKOBOI JiHil. Takum un-
HOM, y GaThKiB MOKe HApPOAUTHUCS KilbKa IiTei
3 JIeJIelli€ro, He3Bakaoun Ha Te, 10 aHasri3 JiMdo-
IIUTIB KPOBIi ITOKa3aB HassBHICTh HOPMaJIbHUX XPO-
MocoM. ¥ ciM'gx, ge Mmikpozenerisi 2q13 ycnaz-
KOBaHa BiJ| 6aTbKa, IMOBIPHICTh HAPOIIKEHHS I
ONHIET AUTWHU (K XJIOMYMKA, TaK i JIBYMHKN)
3 TaKMM CaMUM BiJIXUJIeHHSAM 3pocTae 10 50% mpu
KOXHill BariTHOCTi [7,8,19].

Hitu 3 genemieio 2q13 xapakTepusyOTbCs
HasIBHICTIO KJIIHIYHOTO CHUHJPOMY, IO BKJIOYAE
KOMOIHAIIII0 TAKUX O3HAK, SIK 3aTPUMKA PO3BUTKY
abo iHTeJeKTyallbHA HEIOCTATHICTD, AucMOpdiu-
Hi pucu obiauuust, PAC, rinepakTuBHMII posiaj
i3 epinuToM yBaru, emijienTUuYHI Hanaau, M s130Ba
rilOTOHIs, BPOKEHI Bajy cepiist, Makpo- abo Mi-
Kkpoiiedaitis, 3aXBopioBaHHs HUPOK [7,8,28].

Jlucmopdiuni prcn B Takux JiTell 03HAYAIOTH
30ibIIeHy BificTaHb Mijk ourMa (TilepTesopusm),
IJTIOCKE TIEPEHICCs, BUCOKE apKOTIOiOHe (TOTHYHE)
miiHeOiH S, TOPYIIEeHHsT pocTy 3y6iB i MpuKycy,
HU3bKY JIIHII0O POCTY BOJIOCCS], MaJIEHBKY IIeJIelry
(MiKpOTHATIS ), KUPIATUI HiC, MOHTOJIOITHUH PO3-
pi3 oueii, anomanbHy (hopmy ByX [23].

Y HeMOBJIAT MOXYTb BiMidaTHUCS TPY/HOIII
3 BUTO/IOBYBaHHSIM YHACJIJIOK HEIOPO3BMHEHHS
CMOKTAJIBHOTO pediekcy, MaJieHbKOI HUKHbBOI IT11e-
JIENN Ta TOTUYHOTO TiAHeOIiHHs. Y cTapiux aiTei
CIIOCTEPIraloThCst IPOOIEMHU 3 PO3BUTKOM JAPiOHOI
MOTOPUKH Ta TMOPYIIEHHSIM PO3BUTKY KOpAMHA-
TOpPHUX (DYHKITIN y BUTJSAAI MOTOPHOI JMCIIPaK-
cii, gJKa YCKJIQIHIOE TIJIaHYBaHHS Ta KOOPMHAIIIO
pyxiB [19].

Y Ginpmiocti itell  BiaMiYa€ThCs  3aTPUM-
Ka PO3BUTKY MOBJICHHS, YIOBiLJIbHEHE MOBJICHHS
(6pagudaszisg), MOKIMBI TPyAHOLI 3 HiZOOPOM
CJTiB 1 pO3yMiHHSAM abCTPAKTHUX MOHSTH, TPOOJIe-
MU 3 JIOBTOTPUBAJIOI0 Ta KOPOTKOYACHOIO I1aM’sIT-
TI0. IMOBIpHICTh BUHUKHEHHS TIOBE/IIHKOBUX, CO-
iaTbHUX 1 KOMYHIKaTUBHUX TPY/IHOIIIB € JOCUTD
BUCOKOIO [7].

Takox Mikpoesieltis 2q13 Moske BUSIBIISITUCS B
JIiTEN Ta JOPOCTUX 13 HACTYITHUMU HEUPOTIOBE/IiH-
KOBMMHU PO3JIaJIaMMU:

— PAC;

— CUH/IPOM Jle(DilUTY YBarH 3 TillePaKTUBHICTIO;

— iHTeJIeKTyabHA HEJIOCTATHICTB;

— reHepai30BaHUH TPUBOKHUN PO3TIAT;

— 06CeCUBHO-KOMITYJIbCUBHUN PO3JIAT;
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— OTO3UIIHHO-BUKJINYHUN PO3JIA;

— aHTHUCOITaJbHA TOBEIHKA, IMITYJIbCUBHICTD,
CXUJIBHICTB JI0 CAaMOYTITKOKeH s [7,8,19].

Kuriniuni mpogsu curgpomy Mikpozedertii 2q13
3a7ekaTh BiJl (DYHKIINA TeHIB, 1O 3HAXOJASITHCSI
y CKJIa/li BTPAY€HOT0 JIOKYCY XPOMOCOMMU.

3okpeMma, BTpata TeHa TMEMS87B mnpusso-
JIUTD JI0 TIOPYTIIEHHS PO3BUTKY CEePIIEeBO-CYANHHOI
CUCTEeMU y BUIJIAAL HIyMiB y cepui Ta JedeKTy
MiKIIepeZIcepAHOI TIEPETOPOIKH, a TaKOXK Heipo-
CEHCOPHOI 260 KOH/IYKTHBHOI IPUTJIYXYBaTOCTI.

Y pasi Brpatu rena NPHP1 mixBumiyernbcs
PU3VK BUHUKHEHHS HU3KM HUPKOBUX 3aXBOPIO-
BaHb, 30KpeMa, Hedponohtnzy 1 Ty, MO Xa-
PaKTEPU3YETHCSA ~ PO3BUTKOM  TIPOTPECYI0YOTO
HepUTY Ta XPOHIYHOI HUPKOBOI HEAOCTATHOCTI.
CepejHiil BiK 1OYaTKy 3aXBOPIOBaHb HUPOK —
12—13 poxkis [28].

3amikpogenertii 2q13 sunaginas rena MERTK
MOJKe TIPOBOKYBAaTH PO3BUTOK ITMEHTHOTO
PETUHITY — ypa)KeHHs CiTKiBKU OKa, 110 MPU3BO-
JIUTB /10 TIporpecyiovoi BTpaTu 30py. [lopyuenns
30PY BHACJI/IOK CKYIMYEHHS PIIUHU B TepeaHiil
KaMepi OKa Ta IOPYILIeHHsI PyXiB OYHKUX SA0JYK Ta-
KOK MOXKJIMBE BHACTi0K BTpaTu reHa NPHP1.

Brpata rera MALL nop’s13ana 3 pusmkom BuU-
HUKHEHHST JeliKoeHIedamonaTii 31 3HUKAIOI0I0
61J1010 PEYOBUHOIO Ta HE(DPOJIITIA30M.

BigcyrHicts  rena  ¢ibyminy-7B,  oprosio-
ra (iodyminy-7 (FBLN7) B ekcliepuMeHTaTbHUX
JOCIIKeHHAX Ha puOKax JaHio IMPU3Besa 10 cep-
1eBoi rinonsazii, aedinuTy YeperHo-JuIeBoro
Xpsilia Ta MOPYIIEHHST PO3BUTKY 3s0POBOi JIyTH.
Ile sae 3MOTY 3pOOUTH BUCHOBOK, 1[0 BTpATa I[bO-
rO reHa B JIIOJUHU MPU3BOIUTD /10 PO3BUTKY BPO-
JKEHUX BaJl CEPIEBO-CYINHHOI CUCTEMU Ta KPaHio-
(amianprux anomamtiii [23].

Jlitw i3 curpomom Mmikposesertii 2q13 orpeby-
I0Th PETEJIbHOTO CIIOCTEPEsKEHHS B/l HAPOJZKEHHS Ta,
SIK MiHIMYM, /10 IIKiIbHOTO BiKy. O00B’13K0Bi 06CTe-
JKEHHsI 1iepe0ayaioTh IEePeBIPKY CIyXy Ta CKPUHIHT
cumnromiB PAC y Bitti Biz 12 1o 36 micsiis.

CrenmdivyHoro JiKyBaHHS /I CUHAPOMY Mi-
kpojenertii 2q13 He icuye. [IpoBogsiTh mutie cum-
NTOMATHYHY TepaIiio, sika Tepeadayac paHHE
BTPY4YaHHd, TICUXOJIOTO-TIEJarOTiYHY  KOPEKIio
Ta IHKJII03110 JUTUHU B COIliyMi, 1110 JAI0Th 3MOTY
3HAYHO MIIBUIINATU AKICTb KUTTS AUTHHU. AHTH-
KOHBYJIbCUBHY Teparilo MpPU3HAYA0Th 32 HasB-
HOCTI eniJIenTHYHUX HamaAiB abo ermigzentudopm-
HUX 3MiH Ha eJieKTpoeHIedantorpami.

Cunnpom Mikpogaedientii 2q13 He BBasKa€ThCS
3arpO3JMBUM /IS KUTTS 3aXBOPIOBAHHSAM, Cepeji-
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HS TPUBAIICTh JKUTTS TIOPIBHSHHA 13 3arajibHOIO
noyJisiielo. Panne Brpyyanis, cuxoJioro-neja-
roriyHa KOpeKIlisl Ta 1HKJ031 AUTUHU B COIIyMi
JAI0Th 3MOT'Y 3HAYHO IOJIIIIINUTH SIKICTD 11 KUTTSI.
Opmnak TOPYIIEeHHS HEMPOTICUXiYHOTO PO3BUTKY
MOKYTb 30€epiraTuics i B 3piJioMy Billi B O€IHAHHI
i3 comatnuHUMU nopynieHHamu [7,8,19].

KniHiyHuin BUNapok

Hageneno kiiHiuHU BUMQIOK IUTUHY 13 CUH-
JIPOMOM MiKkpojestertii 2q13, skl TOKa3ye CKIa-
HiCTh JIIarHOCTUKH Ta HeCTIeITU(igHiCTh CUMITTOMIB
3a XpPOMOCOMHOI TTaToJIOTi1.

Hisuunxa C., BikoMm 4 poku (puc. 2), roctiTali-
30BaHa 31 cKapraMu Martepi Ha 3aTPUMKY PO3BUT-
KY PeIeNnTUBHOTO Ta €KCIIPeCMBHOTO MOBJIEHHS,
npossu PAC, rimepakTUBHY Ta TOBTOPIOBATHHY
MOBE/IIHKY, M'SI30BY TilIOTOHiIO. 3 aHAMHe3y BiJl0-
MO, 1[I0 IUTUHA HAapO/KeHa BiJl IepIol BariTHOCTI,
sika Tiepebiranma 6e3 yckiaganenb. [Tosorn nepiii,
Ha 39-My TmxHI, disionorivnum nwigxom. Hapo-
nunacs 3 Baroto 3600 r, 3poctom 55 ¢M. 3akpuya-
Ja oxpasy. Bumucana 3 mosoroBoro OyAWHKY Ha
TpeTio 100y. ETanu po3BUTKY B paHHBOMY JTUTHH-
crBi 6ynn wHopmasnbHumu. CimelHuil Ta ajeprid-
HUI aHaMHe3 He O0TSKEHUI.

Ha MomeHnT orsgay B JiBUMHKU He BHUSB-
JieHo aucMopdiuHuX 03HaK a0 MIKIpHUX 03-
Hak ¢daxomMaTo3y. Y HEBPOJOTIYHOMY CTaTyCi:
JIMTUHA Y CBIJIOMOCTI, OTJIS/I YTPY/IHEHUN 3a pa-
XYHOK TillepaKTUBHOI TIOBEJIHKM Ta HETraTUBi3-
My. 3iauii okpyriai, D=S, ¢doropeaxiiiss xkBasa.
O6smyust cumerpuure. SI3UK y TOPOXKHUHI PO-
Ta — 10 cepeaHii miHii. KoBranus He mopyiiene.
M’a3oBuit ToHyc momipHo 3Hmkenuit, D=S. Cy-
XOKWJIbHI peduiekcn noskBasieHi, D=S. Yepes-
Hi pedaekcu Bukmmkaiorbes, D=S. IlaTonoriumni
pediexcn BiICyTHI.

Hocaifxenns BUKOHAHO BiITIOBIIHO 710 TTPUH-
mumiB lesmbcinebkoi aexsaparii. Ha mpoBenenns
JOCIiKeHb 0TpUMano indopmoBany 3rojy 6aTh-
KiB JIUTUHM.

Y  xuiHIII  AATWHI  TIPOBENEHO  KJIHIKO-
JabopaTopHi Ta iHCTPyMeHTaJIbHI MeTOAM 00CTe-
JKeHHs (3araibHuil Ta 6i0XiMIYHUIT aHAI3N KPOBI,
3araJibHUN aHaji3 cedvi, KoaryJorpamy, aHasi3
KPOBi Ha pPiBEHb MOJIOYHOI Ta TPOBUHOTIPATHOI
KHCJIOT, eJeKTpokapaiorpadiio exokapzaiorpadirio,
VJIBTPa3BYKOBE JIOCJI/I>KEHHS OPTaHiB 4YepeBHOI
MMOPOKHWHN ), CYTTEBUX BiJIXUJIEHb BiJl HODMU He
BUSIBJICHO. 32 JIaHUMU JIaOOPAaTOPHUX JOCIII KEHb:
JIAKTaT 2,65 MMOJIb/J1 (JIeN0 MiABUIIEHUIT ),
roMmorucTein — 6,36 MkMoJTb/ 7T (HOpMa).
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Puc. 1. CxemaTtnyHe 306paxeHHsi Xxpomocomu 2 Ta iokycy 2q13 [19]

Puc. 2. 30BHIiWHIl BUrnag aiB4mnHky C. BIKOM 4 POKU i3 CUHOPOMOM
Mikpoaeneuii 2913

Puc. 4. EnexktpoeHuedanorpadivyHnii MOHITOPUHI HIYHOIO CHY r1a-
uieHTkn C.

Method Microarray with lllumina Infinium HumanCytoSNP-12 v2.1

: KpoB
Tun dpapbysaHHa: GTG
Po3ginbHa 3aaTHICTb: 450
[Nata 3abopy matepiany:

Kapiovn: 46,XX

BucHoBok: HopmanbHui xiHounin Kapiotun.

Puc. 3. Pe3ynbtatu kapiotunyBaHHs rauieHTku C. i3 CUHOPOMOM
Mikpogaeneuii 2913

[TpoBeneHo T1UTOTEHETHYHE [MOCJI/PKEHHS —
kapiotunn 46, XX (puc. 2). 3a pesyabraTamMmu
MarHiTHO-Pe30HaHCHOI ~ ToMorpadii  TOJOBHOTO
MO3KY BUSIBJIEHO O3HAKU MEPBA3aJbHOTO aCTPO-
rJ1io3y B TIM'STHUX YacTKaX, MePUBEHTPUKYJISIPHO
10 3a/IHIX poriB GiuHMX muIyHOUKiB 10 0,35 cM y
niametpi. [IpoBeieHo MOBHOEK30MHE CEKBEHYBaH-
Hs1 MeTooM NGS — maToreHHUX BapiaHTiB He BU-
sByieH0. MeTaboJiuHuit CKpUHIHT — HeTaTHBHHUIL.

3a pmanuMu  esiekTpoeHtiedasorpadiyHOTO
MOHITOPUHTY BUSBJIEHO eMienTn(hOpPMHY aKTHB-
HICTb y BUIJISAJ MYJIBTUPEriOHaJIbHUX ClIalK-XBU-
JIbOBUX 1 TOCTPO-TIOBIJIbHOXBUJIbOBUX KOMILIEKCIiB
(gactora — 2,5-4,5 I'n), y [ Ta II cragisix NREM-
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Referral reason Autism, neurodevelopmental delay, speech delay
Result arr[GRCh38] 2q13(110102095-110224953)x1
Explanati Positive for Heterozygous ~122 kb Deletion at 2q13 (VUS)

Puc. 5. Pe3ynstati XpOMOCOMHOIO MiKpOMETPUYHOIO aHanisy Jis-
4mHky C. i3 cMHApPOMOM Mikpoaeneuii 2913

CHY 3 MaKCUMaJIbHOIO aMILtiTy1010 (10 150 MxB)
y HEHTPAJIbHO-TIM SHIN 1 TIapacariTajbHIN JiJIgH-
Kax i3 NONIMPEHHSIM Ha JiBY i IpaBy MiBKYJIL.
Bunuknenns emnijientud)oOpMHUX PO3PSIIB He Cy-
MPOBOJIKYBAIUCA PYXOBOK aKTUBHICTIO. BoHuU
MPOSIBJISLIINCST Y BUTJISA/I KOMILJIEKCIB 1 KJlacTepiB
3 ingexkcom 10—-30% iz yac mMoBigbHOTO CHY 3 HJ10-
KYBaHHSM Yy [IBUAKOMY CHi Ta ITiCJIst IPOGYIKEHHSL.
Con chopmoBanmii 3a cragisimu i nukaamu. MDizio-
JIOTIYHUH COH sICKpaBO BUPakeHU. PeakTuBHICTD
Ha adepeHTHI MoApasHUKU HopMasbHa. CriocTepi-
rajocs nepiognune audysHe TeTa-ylnoBiIbHEHHS
mij1 yac Hecnianug (puc. 3, 4).

Bukonano XMA, gxuilt /1aB 3MOTy BUSBUTH
TeTepPO3UTOTHY Mikpojeseriio Ha 2q13 po3Mipom
122 kimobasu, 10 NpU3BeJIa 10 BTPaTH TIeHIB
NPHP1 ta MALL (puc. 5). Orpumanuii pe3ysisrat
XMA 1103BOJIMB ONITUMI3yBaTH TAKTUKY CIIOCTEPE-
JKEHHSI 32 IUTHHOIO, 3Ba)KAlOYM Ha IMi/[BUIEHUN
PU3BUK PO3BUTKY HeDPOHODTUIY, TPOTPECYIOUOTO
HepUTY Ta XPOHIYHOI HUPKOBOI HEAOCTATHOCTI,
PEKOMEH/IOBAHO TIOpiuHe TPOBEIEHHS YJbTpa-
3BYKOBOTO JOCJi/PKEHHIX HUPOK 1 BU3HAYEHHS
PiBHSI KpeaTUHIHY Ta CEYOBUHM B KPOBIi. 3BayKalo-
yu Ha BTpary rena MALL, gka nos’sa3ana 3 pusu-
KOM BUHUKHEHHS JieliKoeHTedanonarii 31 3HUKAIO-
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4010 GiJI0I0 PEYOBUHOIO, PEKOMEHIOBAHO LIOPiYHEe
MIPOBE/IEHHS MAarHiTHO-PE30HAHCHOI ToMorpadii
FOJIOBHOTO MO3KY /I BUSBJICHHS PaHHIX O3HaK
I[bOTO 3aXBOPIOBAHHS.

OGroBopeHHs i BUCHOBKMN

[Topy1ieHHs HeiPOPO3BUTKY B jiTeil — 11e 6io-
JIOTIYHO OOYMOBJIEHI PO3JIaZi HEPBOBO-TICHXid-
HOTO PO3BUTKY, 1[0 MAIOTh reTeporeHHy (371e61b-
IMOTO TEHETUYHY) €eTIiOJIOTiI0 Ta XapaKTepusy-
IOTbCS TETEPOreHHUMM IIPOsSBaMU IOPYIIeHb B
IHTeJIeKTyanbHill, MOBJIEHHEBIN, KOMYHIKaTUBHIH,
COIliaJIbHIH Ta pyX0OBUX c(epax.

ITix yac oOCTEKEHHS AUTUHKM PAHHBOIO BIKY 3
MOpyIIeHHAM Helpopo3BuTKy (y Tomy uucii PAC)
BAJKJIMBOIO € TiCHA CIiBIIPallsd AUTSYOTO HEBPOJIOTa
Ta KJIIHIYHOTO TeHeTUKa /IJisl BU3HAUYEeHHS 1H/IUBI-
JIyaJIbHO1 CTpaTerii reHeTUYHOTO TeCTYBaHHSI.

Bubip giarHoCTHYHUX METO/IIB JIJist KOHKPETHOI
JIUTUHU 3 PO3JaJI0OM HEHPOPO3BUTKY MOKE BiIpi3-
HSITHCS 3aJI€5KHO BiJl KJITHIYHUX 0cOOmBOCTEl (Ha-
npukaag, gueMopdiuni pucu obaudys, ciMeiHui
aHaMHe3, HasIBHICTh BPOJPKEHUX BaJl PO3BUTKY). ¥
niteit 3 PAC, 3aTpuMKOIO PO3BUTKY, iHTEJIEKTyah-
HOIO HEJIOCTATHICTIO 32 Bi/ICYTHOCTI eiJIienTUYHUX
Hara/liB, He3aJIesKHO BiJl HASIBHOCTI IMCMOP(IYHNAX
puc 00JYust, PEKOMEHZIOBAHO TOYNHATH 00OCTe-
skenHsa 3 XMA ta Busznauennd kisbrocti CGG-11o-
BTOpiB y redi FMR1 st BUuKItoueHHS CUHAPOMY
JIaMKO1 X-XPOMOCOMMU.

3a HagBHOCTI BPOJKEHUX BaJl PO3BUTKY (0cCO-
GJIMBO CEPIEBO-CYAMHHOI Ta PEPOAYKTUBHUX CU-
CTEM) PEKOMEHIOBAHO MOYMHATU TeHETHYHEe 00-
CTeKeHHS 3 MEeTOJy KapioTuIyBaHH:A. Y [iTeil 3
eMJIENITUYHUMU  Ta emnienTuhOpMHUME  eHIle-
(daonaTisaMi ONTUMATIBHO TTIOYMHATH O0OCTEKEH-
HS 3 METOJ/ly CEKBEHYBAHHS HACTYITHOI reHepartii
(NGYS), 30kpema, TOBHOTO CEKBEHYBAHHS €K30MY.

References/Jlimepamypa

Y pasi HeraTMBHOrO pPe3yJIbTaTy CEKBEHYBAaHHSI
eK30MY cJIij 3actocoByBat XMA, sikuit Moxke /10-
nomMorTu BusiBuTH narorendi CNV.

[nenTudikaitis TeHETUYHOTO [iaTHO3y MOJKe
3ar00irTH PO3BUTKY CYNYTHIX MEAMYHMX YCKJIa/l-
HeHb y IUTWHU, HQJIaTU KOHKPeTHY iHdopMmaIriio
PO PU3UK PENUIMBY [IJI YJIeHIB ciM’1 Ta 3aro-
GIrTH TIOAJIBIIIOMY TIOIIYKY JOJATKOBUX Ta alib-
TEPHATUBHUX JIIaTHO31B 1 METO/IB JiiKyBaHH. Ta-
KO BCTAHOBJICHHSI TeHETUYHOI TPUYNHU PO3JIALY
HEPOPO3BUTKY MOXK€ 3MIHUTU TAaKTUKY BeJleH-
H4 Nalli€HTa, JOIOMOITH 3 BU3HAYEHHIM HeoOXi/l-
HOTO CIIeKTpa 00CTeXKeHb Ta MeINKaMEeHTO3HUX
BTpy4YaHb, y TOMY YMCJi IPU3HAYEHHS TapreTHOI
Tepartii.

Busgssieni reHHi Ta XpoMOCOMHI MyTallii cJij
000B’I3KOBO  IHTEPIIPETYBATH 3 ypaxyBaHHSIM
KJIIHIYHUX TTPOSBIB KOHKPETHOI IMTUHM.

Iarepmperartia nannx XMA ycknasHeHa ijieH-
tudikalieio HOoBUX, panime He omucanux CNV,
Ta BapiaHTiB HEBU3HAYEHOTO 3HAYeHHS. TuMm
He MeHn, XMA mae HaiiBunuii piBenp indopma-
TUBHOCTI cepel IOCTYITHUX TeHEeTUYHUX TeCTiB s
JliTel 3 po3JsiajlaMyu HEMPOPO3BUTKY, SIKUH MOKHA
MOPIBHATUA 32 e(EKTUBHICTIO i3 CEKBEHYBAHHSIM
IIOBHOTO €K30MY.

Y mnopanbiiomy 3a  IOTIOMOTOI0  ITPOrPaMu
o6y 08U TeHHoi mepexi (Harp., GeneMANTA)
PEKOMEH/IOBAHO  BW3HA4YaTH  (PyHKIIOHATbHY
B3AaEMO/IiI0 Mi’K FeHaMu, MyTallii SIKUX BUSBJICHI
B IAIlIEHTA.

Hamr migxiz 10 TeHeTUYHOTO TeCTYBAaHHS JIiTEi
3 posJjialaMu HEUPOPO3BUTKY BiANOBI/IA€E PEKO-
MeH/IaIisIM AMEPUKAHCHKOTO KOJIEZKY MEIUIHOI
reHeTUKH Ta OLIBIIOCTI aKTyaJlbHUX CYy4aCHUX Pe-
KOMEeH/IaIlii.
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