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JIACTIBKA 1. B.

KAHOUOQm MeOudnux Hayxk, Oouenm,

oouenm Kagheopu nediampii ma MeOUHHOT 2eHeMUKU
bykosuHcokutl 0epicasrutt Meou Ul yHigepcument

m. Yeprisyi, Yrpaina

AHIYIIOBA B. B.

KAHOUOam Meouunux Hayx,

douenm xagheopu namoizionoziv

Hayionanvruii meduunui ynieepcumem imeri O. O. bozomonvya
m. Kuie, Vrpaina

Hymikadis — MyTauis, B pe3yjbTaTi SKOI CTAE€ThCA IMOOBOEHHS
JHK. Sk 16ubmicTh XpOMOCOMHMX MOpYWIeHb, HASIBHICTH NOXAT-
KOBOTO MaTepialy XpOMOCOMHM 2 MOB’s3aHA 3 PU3UKOM YPOJUKEHHX
Bal po3BUTKY (YBP) Ta 3arpuMku po3sutky. HasBHICTE 10AaTKOBOTO
MaTepiany XpOMOCOMH O03HA4ae€, 110 JeAKi TeHH MPUCYTHI B TPBOX
komisix. [ns BUsABNeHHS JOyruTiKailii, HeoOXigHI Taki MeTOaM sK
¢nyopecuentHa riopuamzauis in situ (FISH) aGo mnopisHsIbHA
reHoMHa ridpuansauis (array-CGH a6o Mikpouinu).

[lepuie MOBiOMIIEHHS MPO JIIOAUHY 3 130JIbOBAHOIO AYTUIiKAUi€l0
3’sBunocsa B 1973 p. 3 tux nip B niTepaTypi 3apeecTpoBaHo 25 Bunaj-
kiB. Y 1978 p. 3’gBUBCA mepluuit onuc cuHapoMmy, ay 1995 p. —
y3arajJbHeH1 MOBIAOMIIEHHS PO HbOTO. B OCHOBHOMY le OYNM OMUCH
BUNAAKIB Jyltikalil 2p B NOE€AHAHHI 3 IHIIMMH XPOMOCOMHHMMU
MOPYIWEHHAMU Yy MaliioKiB. OHAK /10 CHOTOAHI i30JIbOBaHI AYTUTIKAHiT
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3yCTpIYaloThCA HabaraTo piawme, HiX AyIUlikalii 2p B NO€IHAHHI
3 Aenewliero iHIIOro Iueda Xpomocomu. Ile mow’s3aHo 3 TUM, IO 10
cepeMHN 1990-x pokiB 3MiHH B XpOMOCOMax BW3HaYajucs 3a
PO3MIPOM Ta CTPYKTYPOIO CMYT 3abapBIEHUX XpoMocoM. (ydacHi
MmeToau, Takt Ak FISH Ta Mikpouinn, nawTk Ou1bil TOUHUI pe3y/bTar.
Y 2000 p. Aviram-Goldring ony6nikyBana naHi Ha mizcTaBi aHalnizy
17 nmiteir (BlA HAPOMKEHHS 1O 7 pPOKIB) 3 130JILOBAHOIO AYILIi-
kaliero 2p. Halbinpw vacTuMu o3HakaMu OyJiM HU3bKA Bara mpu
HApOJDKEHH!, BIICTABAHHS Yy PO3BUTKY, HE3BUHHI puUcH 00nUvys,
Yy OKpeMHX ocib — MOpYWEHHs 30pY, aHOMalii PO3BHUTKY CTAaTEeBUX
OpraHiB y XJIOMYHKIB, BaaH Jlerenb. [1pn HeBenukuX ayniikauisx, gxi
Oynu posrawoBaHi OMMKYe A0 KIHUS KOPOTKOTO TMJjieya B paoHi
Nlokyca 2p25, BiAMIYEH] JUILE TaKi O3HAKH, K 3aTPHUMKA PO3BUTKY Ta
JDOBri TOHK! Nanbii. Ha chorofHi y HeBenukoi KiNBKOCTI HiTel Ta
JOpOCIIHX  onucaHa ocobnuBa nepebyaoBa  XpoMOCOMM 2 —
IHBEpTOBaHa MyIUlikauis Ta aeneuist 2p (inv dup del 2p), xonwm
JI0JIaTKOBa YacTHHA 2p pO3TAIUIOBYETLCS B HANPAMKY, MPOTHIEKHOMY
0 HOpPMAJIBHOI 4acTUHU XpOMOCOMH). Bcboro onMcaHo 5 BUNaakin
y JIiTell Ta OMH — Y A0POCHOro.

[Tepebir BariTHOCTI MI0AOM 3 KynsiKaui€eto MOXeE
CYNpPOBOJKYBATHCSl  3arpo30l0  IepepuBaHHf,  0araTOBOMIAM,
npeeknamicicro. JIo nepmux o3Hak Ayruiikalil BIXHOCSThCA BUCOKHI
pisens A®IT wa 15-20 mwx mariTHocTi. Ilnoai Y3J1 Ha panHix
TEPMIHAX BariTHOCTI BHABJIAE TOTOBILEHHS KOMipLEBOT 30HM,
3aTPUMKY pOCTy IUIOJNY, HEAOCTATHIO akKTWUBHICTL Tiony, YBP
neHrpaibHol HepeoBol cucremu (LIHC). Cepenns Bara takux Iiteit
NpHA  HApOIKeHHi cTaHoBWIa 2727 1. 3 HAPOMKEHHS MOXKYTh
BUABIATHCS LIIWHM TUOHEOIHHS, KWAW, BpO/DKEHI BaaWd cepus.
B inmyx BigMivanucs TpyHHOUL MpW rofyBaHHi aGo ToOpynieHHS
IuxaHHa. [Jlo ocobnuBocTeil ¢eHOTUNY BIAHOCATLCA: BHCOKe abo
BUITYKJIE YOJIO, TIMEPTENOPHU3M oOueil, CIIIOMmOAiOHMI Hic, HU3BKO
po3rauloBaHi, poOTOBaHI JA03aly ByXa, MaJeHbKWH TPUKYTHHH poT
3 TOHKOIO BEPXHBOIO I'y0OI0. 3MiHM KIHUIBOK BKJIIOUAIOTH KOPOTKI Ta
WMPOKI BENUKI Tadblli  HIF, CUHAAKTUIIO. s AucTaibHOrO
po3TallyBaHHS AYTUliKAUil XapakTepHi AOBr, TOHKI Ta THYuKi Nanbli
pyk Ta Hir. JliTH 3 NPOKCHMAaNbHUMU TYIUIKALIAMH 3a3BUYal MatOTh
3aTpUMKY pocTy. OkpeMi TITH 3 JUCTANBHUMH AYIUTIKALIAMH MaloThk
TOHKY Ta TEHXITHY TinobyaoBy. YacTo MOKYTh BUHHKATH TPYIHOILI 3i
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CMOKTaHHAM Ta KOBTAHHAM. Y BUNaJKy CepiHO3HHX MNOpYyLIEHb
BUTFOJOBYBAHHS CJIiJl MEpedTH Ha 30HJOBE TOAYBAHHA. Y BUNAIKY
peduokcy cnii HagaBaTH MaliOKy BIPHOTO TIOJMOXKEHHS Tina Tipu
rofyBaHHI Ta Mi 4ac CHy, BUKOPUCTOBYBATH 3ryllyBayi Ta JIKWA AJis
HENTpamisallii HUIYHKOBOI KHCJIOTH,Y BaXXKHX BHNAAKaX BUKOHATH
onepauito — gynaomiikauiro. HesanexHo Bid YacTHHU XpOMOCOMH,
AKa JIyNIKOBaHa, Y HOJOBHHM MiTeH BUABIAIOTECA NpolieMH i3
cepuem (JIMIIIT ta AMLUII), ikl MOXYTb MPHU3BECTH 1O JIET€HEBOI
rinepreHsii. [HIWUMH MOXIUBUMU TNpobremamu 3 cepuem € BAIT,
KOapKTalis aopTH, rinomnasis niBuX Bigawnis  cepusa, ABK,
TpaHcnosuwis cyauH. [lpu gymsikaumii 2p NIABHILYETBCS PU3HK
(popMyBanHs AiladpparmManbioi KK, Takox BiAMIYalOTHCS NYTIKOBL TA
naxoBi KWwik. B diteparypi y niteli 3 nynnikauiero 2p onucani YBP
KHIUKIBHHKA (BKOPOYEHHs, He3aBepUIeHHI MOBOPOT KUUIKIBHUKAa,
JUBEPTHKYNT Mekkensd). AHoMalii HUPOK Ta CEUOBUBIAHMX UIISIXIB
Oynu BuABNeHI aue B4 334 BUNaakis, AKI onucaHi B MEAHYHIH
miteparypi. Lle — 3MeHwIeHHT poO3MIpiB HUPOK, TiAKOBONOAIOHA
HHUpKa, MIXYpOBO-CEYOBINHUN pedaroxc. VY geskux niteli npu
Rymiikamii  2p BHHHUKAIOTH Taki  aHOManil pO3BUTKY  NercHsb
(rinonnasis/annasig JiereHb, TOPYUIEHHS 1X Tnoxiiy). PecmipatopHi
YCKIIaAHEHHS 4acTO 3yCTPIYarOThes y AiTell 3 ayrnikauicro 2p. Boxu
CKIAJAlOTE PNy  PU3HKY  1LMOAO  YaCTUX  peCHipaTOpHHX
3aXBOPIOBAHb, CTPUAOPY, racTpoe3odareanbHoro pediokcy, Ulo
MOXeE IIPH3BETH OO aclipauiiiHol nHeBMmoHil. HaitGinblu uacTimMu
MaTONONIYHUMH CTaHaMu 3 6OKY OYHOro amapaty OyJu KOCOOKICTB,
AAKPIOUUCTHUT, AalieKo- Ta KOPOTKO30PICTh, BaM NEPeAHbOT YaCTUHY
OKa, KaTapakTa. ¥ YOTHPBOX HiTeH 3 QyMulikauicio 2p crocrepiranacs
CTPUKTYpa Ta eKTOmis aHycy. Y Heskux AiTel 3 mMymiikauieio 2p Moxe
Oyth Makpouedansizs abo JAHCKpaHisg, B PiIKICHHX  BUMAaKax
3ycTpiyanucs Tridpouedalnid, aHoMmanlii CHUHHOTO Mo3ky. [lpu
Iymuikawii  2Zp  cayx 3a3Buuail  He CTpaxiae, OAHAK Hepiako
3yCTpivaeThes ekcyRatuBHuil otur. [IpoGnemu 3 3yGamu MOXKYTEH
BKIIOUATH Tinoasiio emani, ApiGxi 3y0y, 3aTpUMKY 1pOpizyBaHHs
TIOCTIHHMX 3y0iB, MOPYIIEHHS MIPUKYCY.

B nitepatypi onucaro 8 miTelt Ta ONWH TOPOCHHIT 3 IHBEPTOBAHOIO
IyrUlikamielo 2p Ta Jeneuiero KiHUd KOpoTKoro rneda. Y BCix
Bunaakax inv dup del 2p cnocrtepiranacs 3arpuMka MOBHOIO,
MOTOPHOT'O Ta TNCHXIYHOTO pO3BUTKY, OHAK Ii cTymiHbL 6ifa pizHa,



HaBITH B MeXax ofHiel poauuu. Onucani BUMAAKM TiNEepPaKTUBHOCTI,
ayTUCTHKONOAIOHOrO po3iamy, NAcHBHOI MOBeNiHKH. PicT Takux aireit
HEBUCOKHH. Binbiuicte 3 miTelt Manu npobnemut i3 30poM. Y TPBOX
3 I°ATH KiTEH cnocTepiranocd BUKpUBAeHHs xpedra. JIBoe nitTet Manu
ceplo3Hl BaaM cepls, fAKI MOTpeQyBanu XipypriyHOro JiKYBaHHS.
Y Tprox aitedt Oynu npobnemu 3 HUpkamu. 3 YBP omucaHi musimHa
MAKOro NiAnebiHHs, YBP rososHoro Mo3sky.

€ npunyuleHHs, W0 FeHH BJIOKYCl 2p24 € BaX/IMBUMH IS
pO3BUTKY HEPBOBOI TpyOku. Braxaethcsa, wo renu SOX// B 2p25.2 Ta
MYTIL (daxtop TpaHckpunuii wmieniny 1) B2p25.3, Binirpaiothk
BaXJUBY ponk B po3putky LIHC, tomy mpu aynmikaumisx 2p came
3 HUMH MOXYTH OYTU acoliffoBaHI 3aTpUMKa PO3BHUTKY Ta TPYRHOLI
B HaBuaHHI. I'eH, BigoMult sk oHkoren MYCN, BusABIEHHH B NOKYCi
2p24.3, Moxe OyTH 3alydeHHUN B PO3BUTOK OKpPeMHX (oOpM paky
3 He3pINUX HEPBOBUX KNIiTHH (HeipobGnactoma). ynnikauis 2p
BUHMKAE TP YTBOpEHHI chepMaro3oiny abo sgiuekyliTHHH, abo
y eMOpioHy Bigpa3y Micas 3adartd. [HOAI miAg wac YTBOpeHHS
ARLEKIITHHU ab0 criepMaTo30iiB, ad0 Nl Yac Npouecy KONMmOBaHHS
Ta perulikaiii, YacTUHUW XPOMOCOM MOXYTbh po3puBatHca abo
pO3TALIOBYBAaTHCA  iHaKIle, Hik 3a3Buyaili. baraTo  BuIlamkis
AyIUTiKauil 2p € HacIAKOM PELMITPOKHUX TPAHCIOKALIN,

PH3UK a0 HACTYrHOrO cubca mMaTu AYHJIKALil0 2p 3aJeXUTh BIX
OynmoBu XpomocoM OatbkiB. Skumo 6aThbkH MaloTh HOPMalbHI
KapioTHIH, — PU3UK MiHiManeHUH. Ao y oaHoro 3 OaThKiB
€ XpOMOCOMHI 3MIHH, sKki 3a4inalTb 2p, HMOBIPHICTL TNOBTOPY
XpOMOCOMHO! naroiorii 36iapL1yeThea. B Takomy Bunaaky OGatebkam
MOXYTh OYTH 3allpONOHOBAHI BaplaHTH MNPEHATANbHO! AIarHOCTHKH
(3a6ip BOpPCHH XOpiOHY, aMHiOLeHTe3) Ta mNepemiMIUIaHTalilini
reueTnyH1 tectyBaHHsa 3 EK3 Ta Gioncieto eMOpiony. PekoMeHaoBaHo
IHQOPMYBAHHSA [HIIUX YAEHIB POAWHU TIPO BUSIBACHI XPOMOCOMHI
3Minu. Jlopotat 3 HeBeNMKUMH AyNAiKalissMu 2p MOXKYTh CTBOPIOBATH
POAMHHM Ta TMJaHyBaTH JdiTOHapomkeHHS. OnncaHa mulle OaHA
poauHa, ae 6areko 3 inv dup del 2p mepenas ue NMOPyWIEHHS JBOM
CBOTM JITSIM.

HagoaumoO BIacHe CIOCTEpeKeHHs IHBEpTOBAMHO! JyrliKanii
y autueK.  Jlo Jikaps-reHeTMKa 3BepHy/lacd MaTu 3 ABOPIUHOIO
JAIBYMHKOIO 31 CKapramMH Ha MISBICTh, 3aTPUMKY MOBHOro Ta
(pi3u4HOr0 PO3BUTKY, MOPYIUEHHS COUiaNbHOI KOMyHiKauii. JInTuHa
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Bia I 6axcaHol, TIIaHOBAHO! BariTHOCTI HA GOHI aHeMii, ManoBo 4. 32
nanuMu nipenaransHoro Y3J1— 3BYP, koporka nynoeuHa. Ilosnoru
dizionoriuni B41 Tk, [licna nonoris 3akpuyana He Bigpasy.
B HeoHaTalbHOMY Nepioni — TpuBata koBTAHHUA. Ouinka no Amnrap
7/8 GaniB. Maca Tina npu HapomkeHHi — 3600, noexuHa 55 cMm.
BaTbKH AUTHHK heHOTHNOBO 300poBi, MaTepi 30 pokiB, cayxkOoBelk;
O0aTtekoBi — 34 pokH, oxopoHeub. Illmob 3apeectpopanuii. O0o€
OAaTBKIB  KypATh, alKOroJib CIOXUBAIOTH pa3 Ha OBa THXHI.
CrnaakoBicTh O JiHIT MaTepi: 6aTEKO MaTepi NMoMep BiA LIYKPOBOI'O
niabeTty, iforo cecrpa — Bill TOCTPOTro Jeiko3y, Tpoe fioro OpaTiB — Bil
3IOBXUBaHHSA ankoronieMm. Jlin Matepi no niHii GarTbka roMep
3 MPUYMHHA  3JIOBXKUBAHHA ajkoroneM, ©0alycsa— Bill LYKPOBOToO
niabery. Y gutuHM  pigHoro  Gpara  MaTepi  AiarHOCTOBAHO
remirineptpodito. CnaakosicTb 1Mo JiHI 0aTbka JUTHHU — HE
o0TshKeHa. 3aTpUMKa PO3BHTKY BiA3Havajsacs 3 HapomkeHHs. [onoBy
TpuMmaia 3 2 MicsuiB, cuitina — 3 10 mic, ctoana 3 1 poky 9 mic. ¥V Biui
1 poxy npomornsna xo 10 cniB, y ABa pokH — 20. Di3U4HUNA pO3BUTOK
HIDKYe cepelHboro. byaora Tina cuMmerpuuda, nponopuiiiHa. I'onosa
okpyriioi dopmu. MeHun: rineprenopusm oueil, TOHKa BepxHs ryda,
KJIMIIOHOTICT, TinepTesiopu3m cockiB, 14 Oisatepanbia A0N0HHA
cknazka. HeBposoriuvuii cTtaTyc: JHCTOHIA M 43iB; XOAWTH
3 MATPUMKOKD; CIOBAapHHMR 3amac  pi3ko oOMexeHUM; 03HaKU
MOpYIIEHHS poOOTH BecTHOY/sipHOro amapaty. PentreHorpadis
XpebTa: Ha peHTreHorpadii He BU3HAYAIOTHCS MDKXpeOLEeBl NPOMDKKH
Ha piBHi Th12-L1; He3apolleHi AyTH B MONEPEKOBOMY Ta KPHXKOBOMY
BILIUIAX XpeOTa, 110 MOXKe CBIAUMTH Npo koHkpecuenuito Th12-L1.
Kynemoi cyrno6u B Mexax BikoBol Hopmu. lluiino-miadisapHu
KyTH: cnpaBa— 143, 3nisa— 149. OkynicT: cmasM akomojamii,
3BYKEHHS CJII3HOro kaHany. Hespostor: Huxnil KBoiMil napanapes;
arakTHYHUH  cuHiapoM. [lcuxiatp: 3aTpumMkKa  IICHXO-MOBHOI'O
PO3BUTKY. XIpypr: KOpOTKa By3/ieYKa BEPXHBOI I'yOH, omepoBaHa.
Opronien: Bpo/keHa ABOOIYHA KIMIIOHOTICTh, TPYAO-NMONEPEKOBHI
ckonios xpedra. Y31 BHyTpimiHiX opraHiB — 6e3 3MmiH; EKI™ — nernosna
6nokana mpagol rinky nyudxa ['ica, nepesard NOTEHUIANB 1TIPaBOIo
mnydouyka, ExoKI: oszwaku BOO (2,5 MM), niBo-mpaBUH 1LIYHT,
He3HAYHA perypriTalis Ha MiITpaJJbLHOMY Ta TPUKYCNiAanbHOMY
knanaHax; JXJII. HCT: He3HauHa acuMeTpis OOKOBUX IMJIYHOUKIB
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Ta po3wuperHsa (1o 5,5 mM) Ill-ro mnyHouka. Oraan ycknagHeHWH
qepe3 Majl PO3MIPH BEJIMKOTO TIM AYKa.

PesynbTar kapiotunyBanHsa:  46,XX dup(2)pter=q37.3::q37.3::
q35=>qter).ish dup(2)wcp2+) — XiIHOUMH KapiOTHN 3 IHBEPTOBAHOIO
JYTUTIKAUi€ro cerMeHTy 2¢q35-2q37; opieRTalist AYTIIIKOBAHOT MJISTHKH
3BOPOTHS BIAHOCHO pter Ta qter. Tum nepebynoBu (Ayniikauito)
niareepmkeHo MertojaoMm FISH 3 BUKOPHUCTaHHAM 30HAY OO UiNOT
xpoMocoMu 2 — WCP2. Ockinbkyl BUSBICHA [HBEPTOBAHA NYTLTiKAIis
XPOMOCOMHU 2 MOrjia BAHUKHYTH Y Pe3yNbTaTi pekoMOiHalll 3a THITOM
U-neti B IHBEPTOBaHii XpoMocoMi 2 y Melo3i nix Yac (popMyBaHHA
raMeT, MUl BCTAHOBJICHHA I[IOXOMKEHHS MepebyaoBU y MUTHHU Ta
NPOBEAEHHS OLIHKU PEeNpOAyKTUBHHUX PU3HKIB Y TIOJAPYKHBOI MapH
HEOOX1HO BUKJIFOUUTH HOCIHCTBO MOAPYHKAM IHBEPCil XPOMOCOMH 2
LISIXOM TIPOBENEHHS TOBTOPHOTO JOCHIJDKEHHS KaploTHNY KpOBI
MOAPYXKHBLOI napu 0DOB’I3KOBO 3 BUCOKOIO PO3MIILHOIO 3HATHICTIO.
BcTanoBIeHO AiarHo3: CUHAPOM 4acTKOBOI JyTJliKalii AOBroro nieva
xpomocomu 2 (ORPHA: 262842, MCID: PRT200). Ponvni napami
peKOMeHaaLLii.
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