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MeToam reHeTUYHOI AjarHOCTVKM Ha CbOrOAHI ABASIOTE COOO0I0 MOTYXHWI IHCTRYMEHT ANS NPAKTUYHOIO flikaps, AKi Aal0Tb 3MOry He 1Le BCTa-
HOBAIOBATK ETIONOrio PO3aaiB HEMPOPO3BITKY B AiTEN, ane i BNMBaloTb Ha NoAasblUy TakTKy BEASHHS nauieHTa, BMOIip NofanbLUmnx aiarHo-
CTUYHUX | TEPaNEeBTUHHKX BTPYYaHb, A0NOMaraloTe NPOrHO3yBaTk HACTYMHI BAMTHOCTI 151 POAVHN.

MeTa — npoaHaniayBartv BifOMOCTI Cy4acHOi GaxoBoi Niteparypy WoA0 0COOANBOCTEN 3aCTOCYBAHHA Cy4aCHVIX LIMTOFEHETUYHVIX METOAIB
[jarHOCTNKK, 30KpemMa, XpOMOCOMHOIO MIKPOMETPUYHOIO aHaniady (XMA); HaBeCT KNiHIYHWI nprknan, ANTUHU 3 PO3N1aaoM HEMPOPO3BUTKY
Ta BCTAHOB/EHOK XDOMOCOMHOIO ETIONOME.

HaseneHo ornsaa HaykoBOi NiTepatypu CTOCOBHO NepeBar Ta 0COOMBOCTEN 3aCTOCYBAHHA IHHOBALLIMHVIX METOAIB UMTOreHETNHHOI AiarHOCTVIKM
(kapioTunyBaHHsa, XMA), KniHi4HKX NPOABIB CMHAPOMY Mikpoaeneuji 2g13.

OnncaHo KNIHIYHUIA BUNAA0K BCTAHOBMEHHA AiarHO3y ANTVHW i3 CUHAPOMOM Mikpoaenelii 2q13. 3a gonomMoroio XMA BUABNEHO retepo-
3UroTHY Mikpozeneuilo Ha 2913 poamipom 122 kinobasu, wo npuadsena Ao srpatu reHis NPHP1 ta MALL. OTtpumaruin pesynstat XMA aas
3MOry ONTVMIZYBaTI TaKT1KY CMOCTEPEXEHHS 38 AUTUHOIO, 3BaXatoyy Ha NiABULLEHNA DU3K PO3BUTKY NaTONOrii HUPOK i nerkoeHuedanonarii,
pPEeKOMeEHZ0BaHe LOPIYHE BU3HA4YEHHA PIBHA KPEaTWHIHY Ta CEYOBUHI Y KDOBI, NMPOBEAEHHSA YIBTPa3BYKOBOrO AOCNIAXEHHA HUPOK | MarHiT-
HO-PEe30HaHCHOI ToMOorpadii rONOBHOMO MO3KY.

BUCHOBKM. HaBeeHe KNiHIYHE CNOCTEPEXEHHSA MIATBEPOXYE CKNAAHICTb AIAarHOCTMYHOMO MOLYKY NPpK po3nagax Hempopo3suTKy B AiTeN.
Y niten i3 posnagamu ayTMcTUYHOro CNeKTpa, 3aTprMKOI0 PO3BUTKY, IHTENEKTYaIbHOI HEQOCTATHICTIO 3a BiACYTHOCTI €NiNenTUYHX Hanaanis,
HEe3aNexHo Bif, HaABHOCTI ANCMOPdIHHKX PUC 06INYYA, PEKOMEHA0BAHO NoYMHAT 06CTEXEHHS 3 XMA, a B AiTer 3 eninentmyHnmm eHuedano-
naTisMy ONTUManbHO NoYMHaT 0OCTEXEHHS 3 METOY CekBeHyBaHHs HacTynHoI reHepai (NGS), 3okpema, MOBHOMO CeKBEHYBaHHS EK30My.
JlocnioxxeHHs BUKOHaHO BiANOBIAHO A0 NpUHLMNIB MenbCiHCbKOI Aeknapalii. Ha nposeaeHHa A0ChiAXEHb OTPUMAaHO iHHOPMOBaHyY 3rofy 6aTh-
KiB AUTUHW.

ABTOPM 3a8BNS0Tb NPO BIACYTHICTb KOHMAIKTY iIHTEPECIB.

Knto4oBi cnoBa: aitv, po3naam aytmcTUyHOro CnekTpa, 3atprmka Po3BnUTKY, CMHAPOM AediumTy yBaru 3 rinepakTvBHICTIO, IHTENeKTyanbHa
HEAOCTaTHICTb, MTeHETNYHE TECTYBaHHSA, XPOMOCOMHWIA MIKDOMAaTPUYHNIA aHani3, KapioTunyBaHHsA, CMHAPOM Mikpoaeneuii 2q13.
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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.
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Bctyn
yHOBCHKﬂeHHiI‘/’I npakTuili ¢paxiBlli BiaiJeH-
H4a nicuxoneBpodorii /1Y «luctutyT nemia-
Tpii, akymiepcTBa i TiHEKOJIOTil iMeHi akajaeMika
O.M. Jlyk'snoBoi HAMH VYkpainu» cTukaioTbes
3 IIThMHU, SIKI MAIOTh PI3HOMAHITHI TOPYIIEHHS HEell-
popo3BuTKy. He3Baskaroun Ha BiJICyTHICTh JAHUX
odiIiiiHOI CTaTUCTUKY, MOKHA 3POOUTH BUCHOBOK,
110 PiBEHb MOMTUPEHOCTI IIUX HO30JI0Tii 32 OCTaHH1
I'SITh POKiB 3HAYHO 3pic. JocTiKyoun cTpyKTypy
3BEPHEHD /10 BUMIE3a3HAYEHOT KITIHIKW, MU JTIATILIN
BHUCHOBKY, 1110 32 OCTaHHI II'ITh POKIB 4acTKa JiTeil
i3 3aTPUMKOIO PO3BUTKY, PO3J1a/lOM ayTUCTUYHOTO
crektpa (PAC) Ta iHTeseKTyasbHOIO HEIOCTAT-
Hictio 36imbmmtacs 3 30% mo 60%. Y monepes-
HiX 1yO/iKalisgX MU HEOJIHOPA30BO HArOJIOIIYBa-
JIU Ha HEOOXITHOCTI KOMILIEKCHOTO OOCTEKEHHS
TAKWX JIiTel i3 3aCTOCYBAaHHSM CYyYaCHUX JIiarHO-
CTUYHUX METOIB: eJjieKTpoeHIedanorpadiuHoro
MOHITOPUHTY, MarHiTHO-PE30HAHCHOI ToMmorpadii
3 BICOKOIO po3isibHOI0 371aTHicTiO (3,0 T), maruiT-
HO-Pe30HaHCHOI TpakTorpadii Ta MarHiTHO-pe30-
HaHCHOI criekTpockoTii [9,10]. OcranniMu pokamu
JT0 KOMILJIEKCY HEOOXITHUX IIarHOCTHYHUX METO/IIB
VBIMIIIO TeHeTUYHe TeCTyBaHHS MeTOJlaMU CeKBe-
HyBauHs HacTymHOro nmokogiaHg (NGS), 30kpeMma,
MOBHOEK30MHOTO CEKBEHYBaHHsT ab0 MOCJIiIKEHHS
peJsieBaHTHUX TTaHeJsieil reqis [25].

Mema nocnijpkeHHsT — TIPOAHAI3YyBAaTH BiJl0-
MOCTI cydacHOI (haxoBoi JliTepaTypu MO0 0COOIU-
BOCTEe#l 3aCTOCYBaHHSI Cy4yaCHUX IUTOT€HETUYHUX
METO/IiB /1iaTHOCTUKH, 30KPeMa, XPOMOCOMHOTI'O Mi-
KpoMeTpruHOTO ananizy (XMA); naBecTn KiiHig-
HUI TPUKIA TUTUHA 3 PO3TAIOM HEHPOPO3BUTKY
Ta BCTAaHOBJIEHOIO XPOMOCOMHOTO €Ti0JIOTIEI0.

Posnaan neiipopossutky (neurodevelopmental
disorders) sBIsAI0OTH COOOIO TETEPOTEHHY TPYILY I0-
pyllleHb PO3BUTKY HEPBOBOI CHUCTEMH, IO CYTIPO-
BO/KYIOTBCS PO3JIalaMi KOTHITUBHUX, COIliasTh-
HUX, PyXOBUX HABUYOK 1 3/IaTHOCTI /10 HABYAHHSI.
[lo HuX, 30KpeMa, BiJIHOCSTh 3aTPUMKY PO3BUTKY,
iHTesilekTyabHy HefoctaTHicTh, PAC, TinepakTus-
HUIl posJiaj, erijerncito, 1epedpaJbHUNl Tapaiv
toro [15]. 3uauna posib B eTiosiorii po3iaais Heii-
POPO3BUTKY HAJEKUTh TEHETHYHUM (haKTOpaMm,
y TOMY YHCJIi XDOMOCOMHUM aHOMAJTisIM [4].

OcobMBO aKTyaJIbHUM BUKJIUKOM JIJISI Cydac-
HOI HayKM, Ha BUPIIIEHHS $IKOTO BUTPAvyalOTbCs
JlecATAPIUYS, € PO3YMIHHS MPOABIB, PAaHHS /[iarHO-
ctuka Ta gikyBanusa PAC y miteit. PAC na cboros-
Hi BU3HAYAETHCSI TETEPOTEHHOIO TPyINoi0 TOpYy-
IIeHb HEPBOBO-TICUXIYHOTO PO3BUTKY, IO XapaKTe-
PUBYETBCA CTIUKUM J1eDIlIUTOM KOMYHIKaTUBHUX
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HaBUYOK 1 colliaibHOI B3a€MOzii Ta 0OMeKeHUMU
ab0 MOBTOPIOBAHMMHU MOJEJISAMU [TOBEIIHKH, iHTe-
peciB i mismpHOCTI [1].

Cyuachi ysBaenHs npo etiosorito PAC miz-
KPECJIOIOTh, 110 B 3HAYHO1 YyacTku aiteir PAC cripu-
YUHEHWH TeHeTUYHUMU (haKkTopamu, sIKi 3MiHIO-
I0Th PO3BUTOK MO3KY, 30KpeMa HEeHPOHHI 3B’SI3KH,
TUM CaMUM BIUIMBAlOYM HAa PO3BUTOK COIAJIbHOI
KOMYHIKaIlii Ta mpusBOIstYn 10 0OOMEKEHUX iHTe-
peciB i noBropioBaHoi noseainku [24,26]. Possu-
tok PAC Moske OyTH HaCJIiZKOM CKJIaIHOI B3ae-
MO/l TeHeTUYHUX, eIMireHeTUYHUX, €KOJIOTIUHUX
Ta 1HIINX, MOXKJIMBO, IIle He BIZIOMUX Ha CbOTOIHI
(axropis. leneTnyni anHomasii MOXYTh TOPYIITY-
BaTW PI3HOMAHITHI JIAHKK Ta MPOIECH B HEPBOBIH
CHCTEMi, TOPYIIyBaTU PO3BUTOK 1 (YHKIIOHY-
BaHHs CUHAIICIB, allONTO3 HEHPOHIB, cuHTe3 OijiKa
a60 aKTUBHICTh HEMPOIJIT MEePEIKOAKATH PO3BUT-
Ky OYHKITIOHAIBHUX HEHPOHHUX Mepesk. BpaxoBy-
TOUM CKJIQIHICTD 1 PI3HOMaHITHICTH KJIIHIYHUX TIPO-
sBiB, iMOBipHO, 1m0 PAC € pesysibraToM B3aeMo/iii
MK KiJIBKOMa TeHaMU, elireHeTUIHUMU (HakTo-
pamu Ta BIIMBOM MOAMGDIKYIOUNX (PaKkToOpiB 30B-
HIIIHBOTO CEPEJIOBUINA, IO 3yMOBJIOIOTH 3MiHY
ekcrpecii renis [13,27].

Buninsaiors yotupu rpynu reHeTUYHUX TTIPUYNH
PAC:

1) cungapomanpauit PAC 32 MOHOTEHHMX
3aXBOPIOBaHb (HANPUKJIAL, 3a MyTailiii reHiB TSCH,
TSC2, FMR1, MECP2, UBEA2, NLGN3, SNAKS,
SCN1A, SCN2A Ta in.);

2) PAC 3a xpomMocOMHUX aHOMamiii (Hampu-
KJIaJ1, TprcoMii Xxpomocomu 21, menertii 7q, 1p, 3q,
16p, 15q);

3) PAC yHacaijiok pijkicHUX Bapialfiii KiJjib-
kocti komiit reHiB (CNV). CNV — renomHi te-
pebyIoBH, SIKi He MOKHA BUSBUTH 32 JOIIOMOTOI0
aHaIi3y KapioTHIly y 3B'SI3Ky 3 OOMEKEeHHSIM
PO3/IIJIbHOI 3/[aTHOCTI; O/THAK iX MO’KHA i/IeHTU(IKY-
BaTU 32 /IOIIOMOTOI0 IIMTOI€HOMHOTO JIOCJIi/[’KEeH-
st — XMA. Pospisustiors de novo abo ycnauko-
Bani CNV (mampwkian, mikpojeneitia 2q13, xy-
mrikaiii 15q11-13, 16p11.2 ta in.), BignosBiganbHi
3a po3Butok 10—15% Bumankis PAC;

4) emmireHeTnYHI TpUYMHU (1TOJIMOP(DiI3MU TeHIB
MTHFR, COMT, CBS, VDR Tomo) [5,13,24,27].

Tpaputiitno B YkpaiHi B SKOCTI T€HETUYHOTO
TeCTy Nepuioi JiHii 3aCTOCOBYETHCS METOJl Kapio-
TUIyBaHHs (BU3HAYEHHSI XPOMOCOMHOTO Habopy)
msixom  G-audepentiiinoro (apbyBaHHs Xpo-
mocoMm (G-banding). Kapiotumnysauusi nae samory
BUSIBUTU XPOMOCOMHI CHUHIPOMHU Ta CTPYKTYPHI
1epebyI0BU XPOMOCOM, 1[0 MOXKYTh OYTH IIPUYN-
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HOIO JIeTKUX PO3JIa/liB HeMpopo3BUTKY. Kapiotun
€ IOCTYITHUM METOJIOM BHOOPY 32 ITiJI03p¥ Ha CTaH-
naptHi aneymoifnii (cuaapom Jlayna, cuHapom
Tepuepa, curapom Kiaiingensrepa) abo Beauki
nepebyI0BU XPOMOCOM, ajie 3 MOSIBOI0 MOJIEKY-
JITPHO-IIUTOTEHETUYHUX METO/iB HOTO BifiHECEHO
JI0 CKPUHIHTOBUX METOMIB, OCKIJBKH PO3/iIh-
Ha 3/IaTHICTh KapiOTUITyBaHHS JIMQOIUTIB KPOBI
cranoButh 10-20 meraba3, ToMy cy6XpoMOCO-
MHI 3MiHM (MEHIIOTO pO3Mipy) UM METOIOM
He OyayTh BUSBJIEHI. 3a3BUYail MaTepiaJ oM st
IIOCTHATAJIBLHOTO KapiOTUIlyBaHHA € JiM(pOIUTH
nepudepiiinoi kposi [17].

OnHak KapioTUITyBaHHS JIOTIOMAra€ BUSBJISATH
reHeTUYHI aHoMaJIii jinine npubIM3HO B 5% miTeit
i3 possasamu Heilipopo3BuTKy. Ha choronni kapio-
TUITYBaHHS MOCTYIIOBO 3aMiHIOETHCS GiJIbIIT Cydac-
HUM MeTo/IoM XMA. 3 BIPOBAKEHHSM Y KJIiHIY-
Hy npaktuky Metony XMA crano 3posymio,
[0 YacTOTa MIiKPOCTPYKTYPHUX I1epeOyaoB, sIKi
He BUSBJISAIOTHCS KapiOTUITYBAaHHAM, ajie MOXKYTh
MaTu CepHO3HiI KJIHIYHI HACJIIKA, TEPEeBUIIYE
4acToTy TpucoMii 21 — Hall9acTimoro ayTocoMHO-
ro cuHApoMy B jroanHu [16].

XpOMOCOMHHIT MIKpOMaTpUYHUI aHami3 —
METO/I, 1110, SIK 1 KapioTUIlyBaHH, JJa€ 3MOTY BU-
SBJIATH He30aJaHCOBaHI XPOMOCOMHI 1epedyio-
BU, OIHAK TAKOXK 3JaTHMII i1eHTU(DIKYBAaTH OLIbII
APiOHI XpOMOCOMHI aHOMaUIil, 110 T03BOJIIE BUSIB-
JIATH TTatoJiorito mpubansuo y 20% mitei 3 posyia-
JlaMy HeWpopo3BUTKY. XMA jornomarae BUSBIIS-
T BTpaty (zeselii) abo 36iabieHHs (AyITiKaiii)
reHeTuyHoro marepiany. Haromictb KapioTuiy-
BaHHS JIa€ 3MOTY BUSBJISATH TIOPYTIEHHS B XPOMO-
coMax JOoBxkHHOW0 moHax 5—10 mera6as (Mbp),
tomi ssk XMA izentudikye mucoOamancu Xpomo-
coM JoBkuHOIO Oisbire Hik 400 kimobas. XMA
TaKOK CIPUSE TOUHOMY BU3HAYEHHIO TOUOK PO3-
PUBY XPOMOCOM 1 CKJIQJly T€HIB y BUSIBJIEHUX
CTPYKTYPHUX aHOMAJIiSX, MO /A€ 3MOTY OIliHU-
TH KOKHUI XPOMOCOMHWUIT [ucOaiaHC 3a CKIaI0M
BKJIIOYEHUX TEHiB Ta 3iCTaBUTHU 3 KJIIHIYHUM (eHO-
THUIIOM HallieHTa. Yci Brpatu abo 36i/IbIlIeHHsT XPO-
MOCOMHUX JIUISTHOK, JIOBKWHA SKHUX TIEPEBUIILYE
1 k6a3y, Ha3MBAIOTHCS «BAPiaHTU KiJIbKOCTI KOIIiii»
(CNV) [12,14].

Icuytors pisHi TexHiuHi Bapiarii XMA (abo
MOJIEKYJIIPHOTO KapiOTUITyBaHH:), ajie OCHOB-
HOIO 0COOJIMBICTIO BCiX TUIIIB € Te, 1[0 METOJ JIa€
3Mory BUMipioBaTu HecTauy Ta Haayumok JHK y
3pasKy, 110 ITi/T Yac aHai3y 3iCTaBISETHCS 3 XPO-
MOCOMHMMM CETMEHTaMK Ta OazaMu JaHUX 3 OIH-
CaHUMU KJIIHIYHUMY ButiagikamMu. Po3isiibHa 371aT-
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Hicte XMA B cepeanbomy B 1000 pasis nepeBu-
Iy€ PO3MINbHY 3AaTHICTh KapiOTUIyBaHHS, IO
poOUTH 1€l METOJ He3aMiHHWM [IJIs1 BHUSBJICHHS
MiKkpoziesienii Ta Mmikpoaytrikariii. Merog XMA
TaKOK BUSIBJISIE 1 TOBHOXPOMOCOMHMUIT fcHasiane,
ajie He BUsIBJIsIE 30a/aHCOBAHKX T1epeby/I0B, Taki
gK iHBepcil Ta IUTOreHeTUYHO 30ajJaHCOBaHi
Tpancaokaiii. Tomy 3a ymoBu Busiienns CNV ma-
paJIesIbHO i1 3/IICHIOBATH KapiOTUITyBaHHS JIJIsT
BUKJIIOYEHHSI CTPYKTYPHOI 1epeby10Br XPOMOCOM,
YHACJII0K K01 MorJia BuHUKHYTH CNV [3].

Metox XMA, 3aBagku 1Oro BUCOKIH 4yTJIH-
BOCTI, BHECEHO JI0 OiJIbIIOCTI PEKOMEeH ALl CBiTO-
BUX HAYKOBMUX CIIJIBHOT $IK METOJ IepIIoi JIiHil
B TIpeHaTaJbHIN MiaTHOCTHIl Ta TIPU HaPOJKEH-
Hi JUTUHU 3 BPO/UKEHUMU BaJlaMU PO3BUTKY
a00 13 3aTPUMKOIO PO3BUTKY, MOPYIIEHHSAME Hell-
popo3BUTKY, y Tomy uuncii PAC ta intesekTyasb-
HOI0O HEJOCTaTHICTIO, He3aJIe;KHO BijJi HasIBHOCTI
CYMyTHIX BPO/KeHUX aHoMasti. [l woroptu
namientiB i3 PAC abo 3 emisenciero 3actocyBaH-
Ha XMA gk mertojy rmepinoi JiiHil 3ajiexxarume
Bifl IHIIUX HagBHUX o3HaK — ko PAC
a0o erilenTUYHi Halla [ HasBHI y CKJIa/i MMOBIp-
HOTO CHUHAPOMY UM TOEMHYIOTBCS 3 IUCMOP-
divarMu  o3HakamMu ab0 BPOKEHUMHU BajaMu
po3BuTKY; MeTosi XMA citifi 3acTocoByBaTH 1iepen
IHITMU MOJIEKYJISIPHIMEU MeToziamMi abo B pasi He-
raTUBHOTO PE3YJBTaTy 1HIIMX MOJIEKYJISIPHUX Me-
toniB. Touna renomua iHdopMaris 3a F0MOMOTOI0
XMA Moxe BUSBUTU TeHETUIHY TPUYNHY KITiHIYU-
HOI CUMITTOMATHKH JUTHHY Ta JOTTOMOTTH 00paTn
TaKTUKY BeJIeHHs JIUTUHHU, 30KpeMa, HeoOXimHu
06CsAT IarHOCTUYHUX METOJIB 1 TeparmeBTUYHUX
BTpyYansb [20,21].

Bapiarii kisibkocti koriit (CNV) MoxyTh MaTu
pisHe 3HaYEHHS — BiJ{ yCIIaJAKOBAHOTO Bix OATHKiB
abo de novo MOOPOSIKICHOTO 10 KIacu(ikoBaHOTO
[IATOTEHHOTO, KOJIM 3HAXi/IKy BIIHOCATD JI0 OJ{HO-
3HAYHUX TPUYUH KJIIHIYHUX TPOSBiB. 3 I1HIIOrO
60Ky, CNV MOKyTb OyTH BiIOMUMU CHHIPOMAJIb-
HUMU (TIOBTOPIOBAJIbHI MO/l B Pi3HUX POJMHAX,
Hanpukaag, cuHapom aenemnii 22q11.2 abo cun-
apom Ilpagepa—Bimni), abo CNV moske OyTu Bu-
siBJIeHa B mipoban/ia Briepie y Oy/b-sIKiil yacTuHi
renomy. 3HadeHHs1 yactTuHu CNV 3sanumiaerbes
710 KiH1s He Bigomum [11].

CNV wmaioTh 3HauHUil BIJIMB Ha (yHAAMEH-
TasIbHI G10JIOTIUHI MTPOIECH, Y TOMY YHCJIi €BOJIIO-
0 Ta aJanTaiio 10 yMoB cepenosuiia. llosiBa
CNV y IuTWHU € HACJIJIKOM TIPOIECIB Y raMeTo-
reHesi Ta He KOPEJIIOE 3 BIKOM 6aThKiB, SIK, HAIIPHU-
KJIaJl, paHimie moKa3aHo /IJisi XPOMOCOMHUX 1 jiesi-

73



ornaau

https://med-expert.com.ua

KX MOHOTEHHUX CUHIPOMIiB, TOMY € aKTyaJbHOIO
it 6aTHKIB Oy/Ib-sIKOTO BiKY [18].

Hationmupeninmmum natoreanum CNV e cun-
npom zedertii 22q11.2 (panimie BizoMuii i Ha3-
Boio «cungpom [li JIxopmki» abo <«BegoKapio-
(harianbHUNl CUHAPOM» ), SKUU 3YCTPIYAETHCS B
1 moBonapomxenoro Ha 4000 ;kxmBOHAPOKEHUX,
cunapomu Ilpagepa—Bimni Ta Anrenbmana, 1Mo
BUKJIMKAIOTHCS Aestertissmu 15-1 xpomocomu [6].

Hanpuknazn, piTu i3 CUHAPOMOM JieJietlil
22q11.2 MOXyTb MaTW pi3HOMaHITHI KJIiHIYHI
O3HaKH, Y TOMY YHCJIi TOPYIIEHHST PO3BUTKY ab0
naBuyanusa, PAC i cepuesi anomasii, gucmopdiu-
Hi pucu o6snyus, gedekTu migHebiHHS, rilepHa-
3aJIbHe MOBJIEHHS, IMyHOIe(DITINT, TITTOKAJIBITIEMIIO
Ta MICUXiaTPUyHi po3dianu [22].

Mikpogesertii B Jokyci 2q13 mos’g3ani i3
3aTPUMKOIO PO3BUTKY, AUMOP(DIZMOM 06JUIUsT
Ta kiriHivAHUMHY niposiBamu PAC [7].

Cunzgpom Mikpogederii 2q13 sBisie coboro pij-
KiCHUI TEHETUYHUIN PO3JIaJl, 10 XapaKTePU3YETh-
cS BTPATOI0 YACTUHU TEHETUYHOTO MaTepiary
noBroro meda xpomocomu 2 (puc. 1). [emermii
2q13 3ycrpivaioTbCd B TOIYJAIl JOCUTh PiJIKO,
O/THAK cepeJl JiTell 3 TOPYIIeHHAMU HeHPOPO3BUT-
Ky Pi3Hi BapiaHTH 1IUX JleJIellifl 3yCTpiuaioThCs Ha-
GaraTo yacrirre. 30KpeMa, y JIiTepaTypi € JaHi mpo
3B’s130K T1i€i nenentii 3 PAC, 3aTpUMKOIO PO3BUTKY,
riepakTUBHUM PO3JIaZIoM 13 zedilluToM yBaru,
nm3odpenieo [ 2,8].

[Tomupenicty mikpogenenii 2q13 cepen mi-
teit i3 PAC orintoerbces Ha piBHi MeH1e Hixk 10%.
Ha choroaui B iiteparypi onucano 61u3bko 50 Bu-
MajKiB, a B 6azax ganux CNV — nonax 150 sumnaz-
KiB [7].

Brpara wHaBiTh He3HAYHOI YaCTKU IIISTHKH
OyIb-SIKOI Xp OMOCOMM MOJKE BILIMBATH Ha PO3-
BUTOK [UTUHU Ta il IHTeJIeKTyasJbHI HaBUYKHU.
[TpubIM3HO 1OJIOBUHA AiTell YCIAAKOBYE A€Ieliio
2q13 Big oxHoro 3 6arbkiB. B iHmux 50% miteit me-
JIellist PO3BUBAETHCS de M0vo sIK CIIOHTaHHA XPO-
MOCOMHA TOJIOMKa B opraHi3mi miozga. [Ilpuunnn
BUHUKHEHHS zeJiellil Ha 1leli MOMEHT He BizoMi,
3B'13Ky 3 OyAb-IKUMHU (DAKTOpaMK 30BHIIIHBOIO
CepeIoBHIIA, XapuyBaHHSAM ab0 €KOJIOTIEI0 Ha ChO-
rojiHi He BcTaHoBeHO. Ha skasb, Bi/ICyTHI NIAXH
MpoMITaAKTUKN PO3BUTKY CUHIPOMY MiKpOJeJertii
2q13, Tomy moniepeiuTH ii BUHUKHEHHS B ILIOJA
He MOKJIMBO [2,7,8,19].

Y Bunajky, xKoau 0060€ GaTbKiB MalOTh HOP-
MaJibHi HaGOPU XPOMOCOM, HAPOKEHHSI 111 OJIHI€El
IUTUHN 3 jenelfieio 2q13 € MajoiMOBipHUM.
V piakicaux Bumagakax (Meniie 1%) o6oe 6aTbKiB
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MafoTh HOPMaJibHi XpOMOCOMHI Habopu 3a aHai-
30M JIiM(OINTIB KPOBi, aje 4YacTWHA IXHIX Sii-
IEKJITHH ab0 CIepMaTo30iliB HECyTh MiKpoe-
gerito 2q13. ¥ TeHeTuIll Take SBUIE HA3UBAIOTh
MO3aillu3MOM KJIITHH 3aPO/IKOBOI JiiHil. Takum un-
HOM, y 0aTbKiB MO)KE€ HApPOIMTUCS KijJbKa JiTeil
3 JleJielli€to, He3BaKaloun Ha Te, 1o aHaJi3 JiMbo-
IUTIB KPOBI MOKa3aB HAsIBHICTh HOPMAJIBHUX XPO-
MocoM. Y ciM'sax, me mikpoaeneris 2q13 ycmaz-
KOBaHa BiJ{ OarbKa, IMOBIPHICTbH HAPOJKEHHS IIe
OZIHIET AUTUHU (K XJIOMYMKA, TaK 1 JIBYMHKN)
3 TAKUM CaMUM BiIXMJIeHHIM 3pocTae 10 50% 1pu
KOKHiii BariTHOCTI [7,8,19].

Jlitm 3 penemieio 2q13 xapakTepu3yiOThCs
HaSBHICTIO KJIIHIYHOTO CHUHJ[POMY, IO BKJOYAE
KOMOIHAINIO TaKUX O3HAK, SIK 3aTPUMKA PO3BUTKY
ab0 iHTeJeKTyaJbHa HEeJ0CTaTHICTh, AUCMOpPdiu-
Hi pucu obsmausi, PAC, rimepakTuBHMIT posJas
i3 einuToM yBaru, emienTUIHI Hanaau, M s130Ba
rifnoToHis, BPOIKEH] Baau cepils, Makpo- abo Mi-
kpottedastisi, 3aXBOPIOBaHHS HUPOK [7,8,28].

ucmopdiuni pucyu B Takux AiTell 03HAYAIOThH
30isIbIIeHy BificTaHb MiK ourMa (TilepTesopusm),
ILJIOCKE TIepPeHiccst, BUCOKe apKOIoAiOHe (TOTHYHE)
migHeGiHHS, MOPYIIEeHHS POCTy 3y6iB 1 HpHUKYCY,
HU3BKY JIHIIO POCTY BOJIOCCS, MAJIEHBbKY IIeJIemy
(MiKpOTHATIST), KUPIATUH HiC, MOHTOJIOI/THUI PO3-
pi3 oueii, anomanbHy hopmy Byx [23].

Y HeMOBJAAT MOXYTb BiAMiYaTUCS TPYIHOII
3 BUTOJIOBYBAaHHSIM YHACJIJIOK HEIOPO3BUHEHHS
CMOKTAJbHOTO pediieKcy, MaJleHbKOI HUKHBOI T1e-
JIETIN Ta TOTUYHOTO TiAHeOIHH. Y cTapiimx iTei
CIIOCTEPIratoThCst TPOBJIEMHU 3 PO3BUTKOM JIPiOHOI
MOTOPUKHM Ta IMOPYIHIEHHSIM PO3BUTKY KOpAMHA-
TOPHUX (DYHKINN y BUTJSIAI MOTOPHOI JIMCIIPaK-
cii, IKa YCKJIQJHIOE TIJITAaHYBaHHSA Ta KOOPWHAIIIIO
pyxis [19].

Y 6imbmrocri  iTeil BigMiYaeTbes  3aTPHIM-
Ka PO3BUTKY MOBJICHHS, YIOBiJIbHEHE MOBJICHHS
(6pamudaszist), MOKJIMBI TPyAHOLN 3 MigOOPOM
CJIiB 1 PO3yMIHHSIM aOGCTPAKTHUX MTOHATh, IIPOOJIe-
MU 3 JIOBIOTPUBAJIO Ta KOPOTKOYACHOIO TTaM AT-
Ti0. IMOBipHICTh BUHUKHEHHS TOBEIIHKOBUX, CO-
MiIbHUX 1 KOMYHIKQTUBHUX TPY/IHOIIB € JJOCUTh
BHUCOKOTO [7].

Taxosx mikpozedientis 2q13 Moske BUSBIIATUCS B
JIiTel Ta 0POCJAUX 13 HACTYITHUMU HEHPOIIOBE/iH-
KOBUMU PO3JIAJIAMMU:

— PAC,;

— CUHIPOM J1eDITIUTY YBaru 3 TinepakTUBHICTIO;

— iHTeJIeKTyalbHa HeJIOCTaTHICTD;

— reHepasii3oBaHUM TPUBOKHUN PO3JTAI;

— 00CeCBHO-KOMITYJIbCUBHUIT PO3JIa;
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— OIO3UTIHHO-BUKJINIHUMA PO3JIa;

— aHTHCOIlaJbHA TIOBE/IHKA, IMITyJIbCUBHICTD,
CXUJIBHICTb JI0 caMOYIITKO KeHHs [7,8,19].

Kuiniuni mposiBu cunapoMy Mikpozesnertii 2q13
3a7ekaTh Bifl (DYHKITIH TeHiB, 1O 3HAXOJASIThCS
Y CKJIa/li BTPAY€HOTO JIOKYCY XPOMOCOMM.

3okpema, BTpata rena TMEMS87B mnpusso-
JIUTD 10 TIOPYIIIEHHSI PO3BUTKY CepleBO-CYAMHHOI
CHUCTEMW y BUTJSIII TIYMIB Yy cepri Ta gedexty
MIKIIepeZICEPAHOI TIEPETOPOIKH, a TaKOX Heipo-
CEHCOPHOT 260 KOHIYKTUBHOI PUTIIYXYBAaTOCTI.

Y pasi Brparu rena NPHP1 miaBuryetbes
PU3MK BUHMKHEHHS HU3KM HUPKOBUX 3aXBOPIO-
BaHb, 30KpeMa, HedpoHodTuzy 1 TuHIy, Mo xa-
PaKTEePU3YETHCA ~ PO3BUTKOM  IIPOTPECYI0YOTro
He@pUTY Ta XPOHIYHOI HUPKOBOI HEAOCTATHOCTI.
CepenHiil BiK TOYATKy 3aXBOPIOBaHb HUPOK —
12-13 pokis [28].

3amikpozenenii 2q13 Bunazginas rena MERTK
MOKe ITIPOBOKYBAaTH  PO3BUTOK  IIrMEHTHOTO
PETUHITY — YpaKeHHs CITKIBKU OKa, 10 TTPU3BO-
JIUTH JI0 Tporpecyiodoi BTpatu 3opy. [lopyments
30py BHACJIJIOK CKYIYEHHSI PIIMHU B TEePeIHii
KaMepi OKa Ta MOPYIIeHHsT PyXiB OYHUX sIOJYK Ta-
KO’K MOKJIMBe BHacTiok Brpatu rena NPHP1.

Brpara rera MALL nos’gd3ana 3 pusukom Bu-
HUKHEHHS JiefikoeHIledanonaTii 31 3HMKAIOY0I0
611010 PEY4OBUHOIO Ta HePOJIITIA30M.

Bincyrnicts  rema  ¢ibyniny-7B,  oproso-
ra ¢ibymniny-7 (FBLN7) B ekcrepiMeHTaIbHUX
JOCJIUKEHHSIX Ha pUOKax JaHio TpU3Besia /1o cep-
11eBOi rinonaszii, aedinuTy dYepermrHo-JIuIeBoTro
Xpsllia Ta MOPYIIEHHSI PO3BUTKY 3s0POBOi JIyTH.
Ile sae 3MOTY 3pOOUTH BUCHOBOK, 1[0 BTPATa I[bO-
TO TreHa B JIIOJIMHY MPU3BOIUTD 10 PO3BUTKY BPO-
JUKEHUX BaJl CepIeBO-CYyIMHHOI CUCTeMHU Ta KpaHio-
damianpaUx anomadtii [23].

Hitut i3 cunzpomoM mikpozenertii 2q13 orpedy-
I0Th PETETbHOTO CITOCTEePE;KEHHS Bi/T HAPOJKEHHS Ta,
SIK MiHIMYM, /10 TIKLTBHOTO Biky. O60B’s13K0Bi 00CTe-
JKEHHST 1iepeibavaioTh MEePEBIPKY CJYXY Ta CKPUHIHT
cumnroMi PAC y Bitti Biz 12 10 36 mic4ris.

CruernugivyHoro JTIKyBaHHS JIJIsI CUHIPOMY Mi-
kpozediettii 2q13 ne icuye. IIpoBoasaTs suie cum-
NTOMATUYHY Tepamiio, sKa mependayae paHHE
BTPYYaHHS, TICUXOJIOTO-TIEIArOTIYHy  KOPEKINiI0
Ta 1HKJI03110 IMTUHA B COIiyMi, 1110 IaI0OTh 3MOTY
3HAUHO IMIJIBUIIATU AKICTb KUTTS AUTUHU. AHTU-
KOHBYJIbCUBHY Tepalilo IMpU3HAYalOTh 32 HasiB-
HOCTI eMuIeNTUYHUX HamafiB abo emigentudopm-
HUX 3MiH Ha eJieKTpoeHIiedasorpami.

Cunnpom Mikpoaesenii 2q13 He BBa)KAETHCS
3arpo3JIMBUM /IS JKUTTS 3aXBOPIOBAHHAM, Cepe/l-
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HS TPUBAIICTD KUTTA TOPIBHSHHA i3 3arajbHOIO
nonyJidgiieo. Panne BTpy4yanss, MCUX0JIOTO-TIe/1a-
roriuHa KOPeKIlisl Ta iHKJ03is AUTUHU B COIiyMi
JIAl0Th 3MOTY 3HAUHO MOJIIIIUTHA SAKICTh 11 SKUTTSI.
OpnHak TMopyIIeHHsT HeUPOICUXiYHOTO PO3BUTKY
MOKYTh 36epiraTucs i B 3piJioMy Billi B TO€HAHHI
i3 comatnuHuMu nopytienuamu [7,8,19].

KniHiyHnia BUNnapok

HaBezeno kaiHIYHUI BUIIAJ0K AUTUHU 13 CUH-
JIpOMOM Mikpozesiettii 2q13, skl TOKa3ye cKIal-
HICTb JIIarHOCTUKY Ta HECTIEITN(DITHICTh CUMITTOMIB
32 XPOMOCOMHOI 11aTOJIOT].

isuunxa C., Bikom 4 pokn (puc. 2), rocmiTari-
30BaHa 3i CKapraMu MaTepi Ha 3aTPUMKY PO3BUT-
Ky PElenTUBHOTO Ta €KCIPECUBHOTO MOBJIEHHS,
nposisu PAC, rinepakTUBHY Ta TOBTOPIOBAJIbHY
MOBEJIIHKY, M SI30BY TIlTOTOHIIO. 3 aHaMHE3Y Bijl0-
MO, 1110 IUTUHA HAPOJXKeHa BiJl TepIIoi BariTHOCTI,
gKa rmepebirama 6e3 yckiaagHeHb. [lomorn mepiri,
Ha 39-my TmxHi, ¢izionorivanm mssxom. Hapo-
muacs 3 Baroto 3600 r, 3poctom 55 cM. 3akpuya-
Ja oapasy. Bumnucana 3 mosioroBoro OyAMHKY Ha
TpeTio 100y. ETanu po3BUTKY B paHHbOMY JIMTHH-
crBi Oy Hopmanmbaumu. CiMeitHuil Ta asepriy-
HUI aHAMHe3 He O0TSKEHUT.

Ha momeHT orsimy B JiBUYMHKM He BUSB-
JIeHo aucMopdivyHuX O03HaK abo MIKIPHUX 03-
Hak ¢akomaTo3y. Y HEBPOJOTIYHOMY CTaTyCi:
JMUTUHA Y CBIZIOMOCTI, OIS yTPyAHEHUN 3a pa-
XYHOK TillepaKTUBHOI MOBEJiHKU Ta HeraTusi3-
Mmy. 3iauti okpyrm, D=S, doropeakiiis xkBasa.
O6smuust cumerpuyHe. SI3MK y MOPOKHUHI PO-
Ta — TI0 cepe/iHin JiHil. KoBTaHHsA He mopyiieHe.
M’a3oBuii Tonyc momipHo 3uwkenuii, D=S. Cy-
XOXKUJIbHI pediekcn moxkBasieHi, D=S. Yepes-
Hi peduiekcu Bukaukaiotbes, D=S. IlaTtonoriumi
pedaexcn BificyTHi.

HocmigxenHss BUKOHAHO BiATIOBIIHO 0 TPUH-
numiB lesabcincbkoi gexnapartii. Ha npoBenenns
JOCJIIZKEeHb OTPUMaHO iH(GOPMOBaHy 3roiy 6aTh-
KiB IUTUHU.

Y  kuiHili  AWUTWHI  TIPOBENEHO  KJIIHIKO-
sabopaTopHi Ta iHCTpyMeHTaJbHI MeTOan 06CTe-
JKeHHsT (3arasbHUN Ta 6ioXIMIYHMIT aHAJII3W KPOBI,
3arajJibHUIl aHasi3 ceyi, KoaryJjorpamy, aHasi3
KpPOBiI Ha PiBeHb MOJIOYHOI Ta MiPOBUHOTPAIHOI
KHUCJIOT, efleKTpokapaiorpadiio exokapiorpadiio,
VJABTPAa3BYKOBE [JIOCTI/IKEHHSI OPTaHiB 4YepPeBHOI
MMOPOKHUHN ), CYTTEBUX BIJIXUJIEHb BiJl HODMU HE
BUSIBJIEHO. 32 JAaHUMU JIaOOPaTOPHUX JTOCIIIZKEHb:
Jakrtat — 2,65 MMOJb/J1 (A€o MiABUIIEHNN),
romotuctein — 6,36 MKMOJTb/J1 (HOpMa).
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Chromosome 2

Puc. 2. 30BHIWHIV BUrNAA 4iB4mnHKY C. BIKOM 4 POKM i3 CUHOPOMOM
Mikpogeneuji 2gq13
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Puc. 4. EnextpoeHuedanorpadiqyHnii MOHITOPUHI HIYHOIO CHY r1a-
uieHTkm C.

Method Microarray with lllumina Infinium HumanCytoSNP-12 v2.1
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Kapiomn: 46,XX

BcHOBOK: HopmanbHuii xiHouunii kapiotin.

Puc. 3. Pesynbtatu kapiotunyBaHHs rauieHTku C. i3 CUHOPOMOM
Mikpoaeneuii 2g13

[IpoBeseno nuToreHeTUYHE JOCTIKEHHS —
kapiotunn 46, XX (puc. 2). 3a pesyabratamu
MarHiTHO-pe30HaHCHOI  ToMorpadii  TOJOBHOTO
MO3KY BUSBJIEHO O3HAKU TMEPBA3aJIbHOTO aCTPO-
rJ1i03y B TIM'STHUX YacTKaX, MEePUBEHTPUKYJISPHO
10 3a/HIX poriB 6iyHKMX nuryHoukiB 10 0,35 cMm y
niamerpi. [IpoBe/ieHO TOBHOEK30MHE CEKBEHYBaH-
Hs MeTozioM NGS — maToreHHUX BapiaHTiB He BU-
stBJIeHO. MeTaboTiYHmiT CKPUHIHT — HETaTHBHMUIA

3a pmaAuMH  ejekTpoeHIedasorpadivHOTO
MOHITOPUHTY BUSABJIEHO €MijienTuOPMHY aKTHB-
HICTDb Y BUTJIA/ MYJBTUPETIOHATIBHUX CIIalK-XBU-
JIOBUX 1 TOCTPO-TIOBLITbHOXBUITLOBUX KOMIIJIEKCIB
(wacrora — 2,5-4,5 Ir), y [ Ta II cragisix NREM-
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Referral reason Autism, neurodevelopmental delay, speech delay
Result arr[GRCh38] 2q13(110102095-110224953)x1

p Positive for Heterozygous ~122 kb Deletion at 2q13 (VUS)

Puc. 5. Pe3ynbtati XpOMOCOMHOIO MiKpOMETPUYHOIO aHanisy 4is-
4uHkm C. i3 cUMHAPOMOM Mikpoaeneuii 213

CHY 3 MaKCUMAaJbHOIO aMITiTy010 (10 150 MkB)
y TEHTPATBHO-TIM SHIl 1 TTapacariTaJbHil TiJsTH-
Kax 13 IOIIMPEHHAM Ha JIBY 1 IpaBy MiBKY.JIL.
BunukHenHs enisenTud)OpMHUX PO3PA/IIB HE CYy-
MTPOBOJIKYBAJIUCS PYXOBOIO aKTUBHICTIO. BoHu
TIPOSBJISIINCA Y BUTJISAI KOMILJIEKCIB 1 KJIacTepiB
3 ingexcom 10—30% iz yac moBisbHOTO CHY 3 6J10-
KYBaHHSIM y [IIBU/IKOMY CHi Ta ITiCJIsT IPOOYIKEHHSL.
Con chopmoBanwmii 3a ctazgisimu i ukiaamu. Mizio-
JIOTIYHUI COH SICKPaBO BUpaskeHUH. PeakTHBHICTh
Ha adepeHTHi Mofpa3HKu HopMasibHa. CriocTepi-
rajiocsi niepiognyne nudysHe TeTa-yrmoBiIbHEHHS
1M1 yac Hectianug (puc. 3, 4).

Bukonano XMA, sdxuil /1aB 3MOTy BUSIBUTU
TeTepo3UTroTHY Mikpojeserio Ha 2q13 po3Mipom
122 kimobasu, 10 NpuW3BeJIa 10 BTPaTH TEHIiB
NPHP1 ta MALL (puc. 5). Orpumanuii pesyasrar
XMA 1103BOJIMB ONITUMI3yBaTH TAKTUKY CIIOCTEPE-
JKeHHS 3a AUTUHOIO, 3BaKaloyu Ha IMIJIBUIIEHUN
PUBHWK PO3BUTKY HePOHO(PTHIY, TPOTPECYI0YOTO
HedpUTY Ta XPOHIYHOI HUPKOBOI HEIOCTATHOCTI,
PEKOMEH/IOBAHO IIOPIYHE TIPOBEJEHHST yJbTpa-
3BYKOBOTO [IOCTI/PKEHHAX HUPOK 1 BU3HAYEHHS
piBHS KpeaTUHiHy Ta CEYOBUHU B KPOBi. 3BaKkaio-
yu Ha BTpary reia MALL, sxa mos’si3ana 3 pusn-
KOM BUHUKHEHHS JieiKoeH1IeaonaTii 31 3SHUKao-
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4010 GiJI0I0 PEYOBUHOIO, PEKOMEHIOBAHO MOPiYHE
IIPOBEIEHHsT MarHiTHO-pe30HaHCHOI Tomorpadii
TOJIOBHOTO MO3KY /LIS BUSIBJIEHHSI PaHHIX O3HAK
IIOTO 3aXBOPIOBAHHSI.

OOGroBopeHHs i BUCHOBKU

[Topy1ieHHst HeWPOPO3BUTKY B jiTeil — 11e 6io-
JIOTIYHO OOYMOBJIEHI PO3Jagd HEPBOBO-TICUXiY-
HOT'O PO3BUTKY, 1[0 MalOTh rereporeHHy (31e6iib-
IIOTO TEeHEeTWYHY) eTioJIoTiI0 Ta XapaKTepusy-
IOTBCSI TETEPOTEHHUMW TPOSgBAMU TIOPYIIEHb B
iHTeJIeKTyasbHil, MOBJIEHHEBIN, KOMYHIKaTUBHIH,
COTliaJIbHIN Ta PyX0BUX cepax.

ITix yac oOCTeKEHHST IUTUHM PaHHBOTO BIKY 3
MOPYIIeHHSIM Helipopo3BUTKY (y Tomy uncii PAC)
BaKJIMBOIO € TiCHA CIIBIIPAIls IUTSIIOTO HEBPOJIOTA
Ta KJAIHIYHOTO TeHeTHKa /I BU3HAYEHHS 1H/MBI-
JlyaJTbHOI CTpaTerii reHeTUYHOTO TeCTYBAHHSI.

Bubip giarHOCTUYHUX METO/IB /iJIsi KOHKPETHOI
JUTUHU 3 PO3JIAJIOM HEHPOPO3BUTKY MOXKe Bif[pi3-
HSATHUCS 3aJI€5KHO Bl KITHIYHUX 0cobnBoCTel (Ha-
npuKIa, ueMopdiui prcu obmays, ciMmeitHui
aHaMHes, HasSIBHICTbh BPOJKEHUX BaJl PO3BUTKY ). Y
niteii 3 PAC, 3aTpUMKOIO PO3BUTKY, IHTEJIEKTYaJIb-
HOIO HEJIOCTATHICTIO 3@ BI/ICYTHOCTI emiJIenTUYHNUX
Hara/liB, He3aJIe3KHO Bijl HASBHOCTI IMCMOP(MIYHUX
puc o6JuYst, PEKOMEHZIOBAHO MOYMHATH 0OCTe-
xerHs 3 XMA Ta sBuznavdenns xisibkocti CGG-mo-
BTOpiB y redi FMR1 151 BUKIItOUEHHS CUHAPOMY
JlaMKoi X-XpOMOCOMU.

3a HAsSIBHOCTI BPOJIKEHUX Bajl PO3BUTKY (0cCO-
6JIMBO CEepIEBO-CYAUHHOI Ta PENPOLYKTUBHUX CHU-
CTe€M) PEKOMEHIOBAHO MOYMHATU TEHETHYHE 06-
CTeKEHHS 3 METOJly KapioTuilyBaHHs. ¥ JiTeill 3
EMJIENTUYHUMA Ta eNiIenTH(OPMHUMH  €HIIe-
dasonaTisiMi ONTUMAIBHO TOYMHATH O00CTEkKeH-
HS 3 METO/ly CEeKBEHYBaHHS HACTYIHOI TeHeparlii
(NGS), 30xkpema, TOBHOTO CEKBEHYBAHHS €K30MY.

References/Jlimepamypa

Y pasi HeraTMBHOTO Pe3yJIbTaTy CEKBEHYBAHHS
€K30MY cJIiJT 3acTocoByBat X MA, Axmit Moxe J10-
nmoMorTu BussBUTH ntatorendi CNV.

[nenTndikaltis reHETUYHOTO iaTHO3y MOXKe
3armo0irTH PO3BUTKY CYMyTHIX MEAMYHUX YCKJIAJ-
HEHb y JIMTUHU, HAJIATU KOHKPETHY iH(opMaIriio
PO PU3UK PEIU/IUBY JIJI 4JIeHIB ciMi Ta 3aro-
6IrTH TOJAJIBIIOMY IOLIYKY JIO0AATKOBMX Ta ajib-
TePHATUBHUX JI1arHO31B 1 MeTO/IB JiKyBaHHs. Ta-
KO’K BCTAHOBJIEHHSI TEHETUYHOI TPUYUHU PO3JIALy
HEWPOPO3BUTKY MOXe 3MIHUTH TAaKTUKY BeJCH-
HS1 TIAIli€HTa, JOMIOMOTTH 3 BU3HAYEHHIM HeoOXijl-
HOIO CIleKTpa 00CTeKeHb Ta MeIUKaMEHTO3HUX
BTPyYaHb, Yy TOMY YMCJi PU3HAYCHHS TapreTHOl
Teparnii.

BusiBnieni reHHi Ta XpOMOCOMHI MyTallii CJij
000B’SI3KOBO  IHTEPIPETYBATH 3 ypaxyBaHHIM
KJIIHIYHUX TPOSIBIB KOHKPETHOI AUTUHHU.

Inrepriperartiss garux XMA yckiagHeHa ijeH-
tugikamiero HoBUX, panimie He onmucaHnux CNV,
Ta BapiaHTIB HEBU3HAUEHOTO 3HAYEHHS. TuM
He MeHII, XMA mae HaiBUIIUI piBeHDb iHMOPMAa-
TUBHOCTI cepeJl IOCTYITHUX TEHETUYHUX TECTIB /11T
JliTeil 3 posyajlaMu HeHPOPO3BUTKY, AKUU MOXKHA
MOPIBHATUA 32 e(DeKTUBHICTIO i3 CEKBEHYBAHHSIM
ITOBHOT'O €K30MY.

Y nopasbiniomy 3a  IOIIOMOTOI0  ITPOTPaMu
no6yoBu renHoi Mepexi (Harp., GeneMANIA)
PEKOMEH/IOBAaHO  BHW3HauaTv  (DYHKI[IOHAJIbHY
B3aEMOJIII0 MiK TeHaMM, MYyTallii SIKUX BUSABJEHI
B IAIli€EHTA.

Hamt miaxiza 10 reHeTUHIHOTO TeCTYBAHHS IiTel
3 po3jajlaMy HEUPOPO3BUTKY BIJIIOBIIAE PEKO-
MeH/IaIlisIM AMEPUKAHChKOTO KOJIE/KY MeInYHOT
reHEeTHKH Ta GIJIBIIOCTI aKTyaJIbHUX CyYacHUX pe-
KOMEeH/Ialliil.
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