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Mepenik yMOBHUX CKOPOYEHb

BAI - BinkpuTa apTepianbHa (60Tanosa) npotoka
AMTI - pechekT mixxnepencepaHoi NeperopoaKia
LML - pechekT MiXIWAYHOYKOBOI NEPEropoaKiA
3BYP - 3aTpMKa BHYTPIlUHEOYTPOOHOTO PO3BUTKY
[HK - ne3okcupuboHykneiHoBa KucnoTa
MTOHK - miToxoHgpiansHa HK
nkOHK - nosaknituiHa OHK
PAC - po3naam ayTUcTU4HOTO CNeKTpa
COYT - cuHopom aediunTy yBaru Ta rinepakTuBHOCTI
aCGH - maTpnyHa nopiBHANbHA reHOMHA ribpuan3auia (array comparative genomic
hybridization)
ACMG - AmepukaHcbka Koneria MeanyHoi reHeTinkin 1a reHomiku (American College of Medical
Genetics and Genomics)

ACOG - AmepunkaHcbka koneris akywepis Ta riHekonoris (American College of Obstetricians
and Gynecologists)
bp - napa Hykneotupis (base pair)
CdcS - cunnpom Kotayoro kpuky (cri-du-chat (cat's cry) syndrome)
CGH - nopiBHAnbHa reHomHa ribpuan3adia (comparative genomic hybridization)
CISH - xpomoreHHa ri6puansauia in situ (chromogenic in situ hybridization)
CMA - XpomocomHuii MikpomaTpuyHuii aHania (chromosomal microarray analysis)
CNV - Bapiauii uncna koniii (copy number variations)
DGS - cunapom [i xopoxi, Beno-kapgio-cauiansHuii cuiopom (DiGeorge syndrome,
velo-cardio-facial syndrome)
DS - cunapom ayHa (Down syndrome)
DSB - pospus aBonaHuioxkosoi AHK (DNA double-strand breaks)
DSCR - kputn4Ha obnactb cuHapomy HayHa (Down syndrome critical region)
ES - cunopom Emanyens (Emanuel syndrome)
FISH - conyopecueHTHa ribpuansauis in situ (fluorescence in situ hybridization)
FoSTeS - 3ynunka pennikaviiHoi Buikn 1a nepemnkasia marpuui (fork stalling and template
switching)
FXS - cungpom doparinsHoi X-xpomocomu, curapom Maprina-benn (Fragile X syndrome,
Martin-Bell syndrome)
GISH - reHomHa ribpugnsauia in situ (genomic in situ hybridization)
HR - romonoriyHa pekombiHauis (homologous recombination)
HSA21 - nioncbka xpomocoma 21 (human chromosome 21)
ISH - ri6puansauina in situ (in situ hybridization)
KdVS - cunapom Kynena-pe Ppisa, (Koolen-de-Vries Syndrome)
KS - cutnpom Knaiincpenstepa (Klinefelter syndrome)
LCR - manokoniiini nosropn (low copy repeats)
MAPH - mynsTunnekcHa amnnidikavia 3oHais anA ri6puansadii (multiplex amplification and
probe hybridization)
MCB - 6arato6apsHuii 6eHauHr (multicolor banding)
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M-FISH - 6arato6apsHa FISH (multicolor FISH)
MLPA - mynbTunnekcHa 3anexHa Big niryBaHHa amnnidikauia 3oHga (multiplex ligation-
dependent probe amplification)
MMBIR -onocepeakoBaHa MiKpOromMonorieo pennikauia, iHAyKoBaHa po3pusamu
(microhomology-mediated break-induced replication)
NAHR - MixXXpoMocoMHa HeanenbHa romonoriyHa pekomoiHadia (non-allelic homologous
recombination)
NGS - cekBeHyBaHHA HAaCTyNMHOro NOKOMiIHHA (next-generation sequencing)
NHEJ -  HeanenbHa romonoriyHa pekom6iHauia 3'egHaHHA HeromonorivHnx KiHuis AHK
(nonhomologous end-joining)
NIPS - HeiHBa3uBHNI NpeHaTanbHNin CKPUHIHT (non-invasive prenatal screening)
NIPT - HeiHBa31BHe npeHaTanbHe TeCTyBaHHA (non-invasive prenatal testing)
NT - komipHuid npocTip (nuchal translucency)
PKS - cunapom Manictepa-Kinniaxa (Pallister-Killian syndrome)
PTLS - cunopom Motoubki-Nynceki (Potocki-Lupski syndrome)
QF-PCR - kinbkicHa chnyopecLieHTHa nonimepasHa naHuorosa peakuia (quantitative fluorescent
polymerase chain reaction)
qPCR - kinbkicHa nonimMepasHa naHuiorosa peakLia B peansHomy yaci (quantitative real-time
polymerase chain reaction)
SKY - cnektpanbHe KapiotunyBasHa (Spectral karyotyping)
SMS - cungpom Cmit-Maresic (Smith-Magenis syndrome)
SNV - onHOHyKneoTupHi BapiaHTu (single nucleotide variants)
TCS - cekBeHyBaHHA TpaHckpunToma (transcriptome sequencing)
TGP - cekBeHyBaHHA TapreTHUX reHis (targeted gene panel)
TS - cunopom Lepewescokoro-TepHepa (Turner syndrome)
TSS - caiit cTapty TpaHckpunuii (transcription start site)
UPD - opHo6atbkiBCbka ucomia (uniparental disomy)
UTR HeTpaHcnboBaHa obnactb (untranslated region)
WES - noBHOEK30MHe CcekBeHyBaHHA (whole-exome sequencing)
WGS - noBHOreHoMHe cekBeHyBaHHA (whole-genome sequencing)
WHS - curnpom Bonbha-Xipwxopra (Wolf-Hirschhorn syndrome)
WS - cuHgpom Binbamca (Williams syndrome)
WSCR - kputnyHuii period cunapomy Binbamca (Williams syndrome critical region)



BCTYN

l'eHu nepedarombcsi HAWOMY pody, asne
Hauwe «s1» nepedaemsCcs 3a/1UlleHUMU c/108amu
k. Natpik IN'ykin (J. Patrick Gookin)

POMOCOMHI aHOManii € HaMNOLINPEHILLIOW Npu-

YNHOK BPOMKEHUX aHoManii, Baj PO3BUTKY.

MpnbnusHo 15 % BuNagKiB 3apeecTpoBaHUX
BPOA)KEHUX Baf, PO3BUTKY OpraHiB i CUCTEM acoLiioBaHi 3 Kinbkic-
HUMK ab0 AKICHUMU MOpYLUEHHAMM XPOMOCOMHOIO anapary Jio-
ONHN. XpOMOCOMHI abepallil 3aiMaloTb 3HaUHy YacTKy Y CTPYKTYpi
MPUYMH MUMOBINTIbHX aGOpPTIB Ta NepuHaTasibHOI CMEePTHOCTI AiTel.
KinibKicHi 3MiHM Ta XpOMOCOMHi abepadiii acoLitoTLCH 3 PO3BUTKOM
XPOMOCOMHMX 3aXBOPHOBaHb, SiKi CYyTTEBO MOrIPLLYHOTh AKICTb XUTTSA,
CnpusoTb iHBaNign3aLii cepeq HaceNeHHs Ta HalyacTiwe iHAYKY-
I0Tb NepefyacHuii TaHaToreHes.

LLiInpoke BNpoBapKEHHSA CyHacHUX METOZIB AjarHOCTUKN Y Npak-
TUKY MeMKO-FeHETUYHOIO KOHCY/bTYBaHHSA Ta NpeHaTasbHOI AiarHo-
CTMKWN 3a6e3neynsio CyTTEBI YCNiXu y NPoqisiakTuLLi XPOMOCOMHUX
3axXBOpPHOBaHb.

LinToreHeTn4yHi MeToau AOCNifKEHHS, 6€3yMOBHO, BifirparoTb
BaXK/IMBY POJIb Y AiarHOCTuULi 6aratbox NarosioriyHUX CTaHiB Ha pis-
HUX CTafisiX OHTOreHesy MAuHK. Ane Ha nodatky XXI cTtoniTrs
KnacuyHa LMToreHeTmKa LisIKOM i MOBHICTIO NocTynuiacs Micuem
«MOMEKYNAPHOMY KapioTUMyBaHH0» Ta (PYHKUiOHa/TbHIN reHOMIL,.
MoBHe po3wnpyBaHHA CTPYKTYpPU NHOACLKOrO reHoMy Y KBIiTHI 2003
POKY, BCTAHOB/IEHHA TOYHOT HYK/IEOTUAHOT MOCNIAOBHOCTI BCiX 23
nap XpomMocOM; po3pobKa TeXHONOTII 0AHOYACHOT peecTpalLlii ekc-
npeciiHnx Npodinie 6aratbox TUCAY reHiB; MOX/UBICTb BidyanisaLyji
eKCrMpecil OKPeMUX FeHiB Ta reHHUX KnacTepis B iHTepdasHoMy
SApi, pO3BUTOK BioiHhopMaLiiHOro aHanizy CTOCOBHO «AN31COM>»
3 onMcoM MikpoAeneuin Ta gynnikauii (del/dup), BapiaHTiB uncna
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Konin (copy number variants — CNV) Ta BapiaHTiB 3 HEBU3HAYEHUM
3HauyeHHAM (variants of uncertain significance — VOUS) — Bce uUe
CTa/10 HaA3BUYaHUM SABULLIEM Y PO3BUTKY MEAUYHOI HayKu, sike
3Ha4YHO PO3LIMPUIO0 AiarHOCTUYHI MOX/IMBOCTI KNIHILMCTIB.

Hapasi KiNibKiCTb «HOBUX» XPOMOCOMHUX CUHAPOMIB, acoLiii-
OBaHNX Yy TOMY YMC/i 3 MexaHi3mamy HEMOBHOT NEHEHTPaHTHOCTI,
30i/1bLLUYETLCA MaliXe 3 KOXHUM BUMYCKOM (DaxoBUX XypHanis 3
MeaNYHOT reHeTuKN. OCOoBMMBO BEMIMKOTO 3HAYEHHSI MOJIEKYSIPHO-
reHeTU4Hi Mmetoam Habynm Npu NPoBeAEHHI NpeHaTaslbHOro A4ocnif-
XeHHs peTasibHOT no3aknitnHHoi AHK (nkAHK) B cupoBartyi KpoBi
AK NEePBMHHONO CKPUHIHTY. Lle Hagano MOXNMBICTb AiarHocTysartu
XPOMOCOMHIi 3aXBOPHBAHHSA B Haibisbll paHHi TepMiHW. HuHI pe-
3yNbTaT¥ FTEHOMHUX OO0CNIAXKEHb € BOICTUHY PEBONIOLIAHUMN, LLIO
3MIHIOKOTb CYCMiNIbHUIA NOTNAA, Ha TapreTHy AiarHOCTUKY, JTiKyBaHHS
Ta NpopiNakTnKy reHeTUYHO AeTepMiHOBaHUX XBOPOO NHOANHMN,
Ha6NN3NBLLM epy NepPCOoHIdDiIKOBaAHOT MeANLIMHN.

LIiHHICTb LbOro NocibHUKa, Ha Haw nornsag, nondrae y cnisib-
HOMY HaBe[eHHi HayKOBO O6I'DYHTOBAHOI TEKCTOBOI Ta rpadiyHo-
intoCcTpaTUBHOI iH(hopMmauii. KoxHa pybpuka po3giny, B SKOMy
06roBOpPHETLCA NEBHa XPOMOCOMHa aHOMaJslisl, NnobygoBaHa 3a
CcTaHAapT130BaHUM (hopmaToM, a came: BU3HAYEHHS NOHATTSA, Tep-
MIHOJTOMYHMI ONKC, TeHETUYHUIA NPOiNb, NONyNAUinHa 3ycTpivasib-
HICTb, NATOrHOMIYHI K/iHIYHI O3HaKK Ta CUMMTOMMW, METOAM CydacHOT
[AiarHOCTVKN, MEHeKMEHT NauieHTIB 3 ypaxyBaHHSAM NporHo3oBsa-
HOT TPUB&JTOCTI XUTTA. [iCNA KOXHOTO NiApo34iy, HaBefeHO LiHHY
KOHTaKTHY iHdbopMaLito y BUrNA4i BebnocuiaHb Ha e/1eKTPOHHI
[Kepena AiarHOCTUYHUX A0BIAHWKIB, 6a3 AaHMX BCECBITHIX GaHKIB
reHEeTUYHOro mMarepiasny, YNHHUX MiKHAPOAHUX abo BiTUMIHAHUX
MeOUKO-TeHETUYHNX LEeHTpPIB, opraHisauii, QOHAIB Ta nauieHTo-
LeHTPOoBaHUX rpyn MiATPUMKM, & TaKOX HAAAETLCA CMUCOK BUKOPK-
CTaHUX fliTepaTtypHUX JKepersn.

HanpukiHui M1 HaBoAMMO MOCTIiHY NPUMITKY A0 Te3 obpa-
HUX Bap-Xapbopcbkux NekLiii, aapecoBaHy CTyAeHTaM-KypcaHTam
BMAATHOIO BYEHOrO, MioHepa KapTyBaHHA XpPOMOCOM, dyHAaTopa
Mean4HOT reHeTunkn Biktopa Mak-Kbtocuka (Victor Almon McKusick):
«Please call my attention to errors of omission or comission».





