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Pedepar. Penxue 3a060/ieBaHusA YeT0BeKAa: MOHOCOMHSI KOPOTKOTo mieda xpomocomsl 9. Namaran B.A. 3aoaua
uccnedo8anss coOCMosIa 6 aHauze aHamuesd, eHo- u ceHomuna y nayueHmog ¢ makoi pedKoll namono2ueil Kax
MOHOCOMUSL KOPOMKO20 naeda xpomocomul 9. Hcnonv3oeanvl kak cenHemuyeckue (KAUHUKO-SEHEANOSUYECKUU, YUmo-
eenemuueckuti, FISH-memoo), max u napaxkiunuveckue u UHCMpyMeHmManibHble Memoosl obcredosanus. Kapuomu-
nuposanue npogoounu no cmamoapmuoi memoouxe (G-memoo ouggepenyuposannoii okpacku xpomocom). 3a 10
nocnednux aem padomot MI'L] 6vin0 duaznocmuposano ececo mpu ciyyas namonozuu. Ilo dannvim anammesa HUKMoO
POo00C06HOL, KOmMopas Oblia npedcmagiena mpems NOKOJNEeHUAMY, He UMel 8PeOHbIX NPUgblueK, NpogeccuoHanbHbIX
8peoHocmetl, 6 m.4. He 6bL1 yuacmHuukom aukeuoayuu asapuu na YA9C u ne npooicusan na paouayuoHHo 3a2psi3HEHHOT
meppumopuu. Y pooumerneil npobaH0o8 KiuHU4ecKue NnpusHaKy namono2uu He 8uvisgieHvl. YV ecex npobanoos ¢hero-
munuyecky Obliu 0OHApydicenbl mpuzonoyedanus (KpaHuoCuHoCcmos), dNUKAHM, 2NA3HOU SUNepPmeNopusM, MOH20-
JIOUOHBLI paszpe3 eNa3HblX wenell, ONUHHBIL Quibmp (paccmosnue mexncoy Hocom u eéepxuell 2yooil), niockoe auyo u
CHUHKa HOca, oeopmayusl YUHbIX pakosul. Y 080ux u3 mpex nayueHmos ooHapysiceH dK30¢hmanvm, KOHMPAKMypsl
6MOPO20 U Mpemve20 NAlbyes KUCU, 2UNONIA3USL HAPYIHCHBIX NOJI0SbIX 0peaHo8. Bo ecex mpex ciyuasx obuapysicena
MOHOCOMUSL Xpomocombl 9 Kpumuyeckozo ceemenma p 24. Ilpu kapuomunupoeanuu pooumeneii npooanoos xpo-
MOCOMHbIE NepecmpoliKU He B6blAGNIEHbl, MO eCmb y NAYyuenmos OOHApyJiceHbl HoGble Mymayuu. 3adepicka Qusu-
4ecK020, CMAMoOKUHEMUYecKo20 U NCUXOPeye8o20 pazeumus y npobanoa, 0CO6EHHO 8 COYeMAaHUuU ¢ MUKPOAHOMATUAMU
paseumusl, AGIAEMCA NOKA3AHUEM O MeOUKO-2eHEMUYECK020 KOHCYIbIMUPOBAHUS 8 MeOUKO-2eHeMmUYecKux yu-
pedcoeHusax 6mopo2o u mpemve2o yposuei. IIpu penpooyKmusHvlx Nomepsx HesACHO20 eHe3d 8 aHamHese HeoOX00UMo
npo8oOUMb YumMozeHemuieckoe uccie008anue nioOHO20 Mamepuaid.

Abstract. Rare human diseases: 9p deletion syndrome. Galagan V.O. Objective of the study was to review the
anamnesis, pheno - and genotype in patients with rare chromosome disorders such as 9p deletion syndrome. Genetic
methods of investigation (clinical and genealogical, cytogenetic, FISH- method), paraclinical and instrumental methods
of examination were used. Karyotyping was performed by the G-method of differential staining of chromosomes. Only
three cases of pathology were diagnosed in the Medical Genetics Center over the last 10 years. By anamnesis data
nobody in the probands’ families had bad habits, was exposed to occupational hazards, took part in the elimination of
the Chernobyl accident or lived in contaminated areas. Clinical signs of diseases have not been identified in probands’
parents. All probands had trigonocephaly, bilateral epicanthal folds, ocular hypertelorism, downslanting palpebral
fissures, long philtrum, flat face and nasal bridge, low set ears with malformed auricles. Two patients of three ones
had exophthalmos, contracture of the second and third fingers, abnormal external genitalia. In all three cases there
was monosomy of chromosome 9 of critical segment p 24. Normal karyotypes were seen in all parents, so there were
three cases of new mutations of 9p deletion syndrome. Retardation of physical, psycho-spech, mental development in
proband with or without congenital anomalies requires medical genetic counseling in a specialized institution. Cases of
reproductive loss in anamnesis require cytogenetic investigation of fetal membranes and amniotic fluid.

VYBary 10 piakicHUX (CHPITCBKHX, Op(daHHHX)
XBOpPOO CYCIHIILCTBO I10Yaj0 BHABISATH TIIBKH B
OCTaHHI JIECSATUIITTS, WMOBIPHO, y 3BSI3KY 3 THM,
mo Jans iXHBOrO JIKYBaHHA NOTPiOHI Oymm 06-
MEXEHI KUTBKOCTI IMEeBHHX (DapMaKOJIOTIYHHX IIpe-
mapartiB, SKi HE TPUHOCHIM BEJHKHX 3UCKIB
¢apmakosnoriyuauM Kommadisim. Tak, y CromyueHux
IlItatrax Amepuku OyB BWIAHMHA 3aKOH IIIOIO
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cupiTcbkux (hapmakosnoriunux npemnapariB (Orphan
Drug Act , 1983); pinkicaux xBopo0 (Rare Disease
Act, 2002), B SIKMX BH3HAY€HO, L0 PIAKICHUMH €
XBopooOu, siki 3yctpivatotees 1: 1500 (y CILA 3a-
raJioM 1ie cTaHOBUTH Omu3pko 200 THC. 0cib). Bin-
MOBigHY 3aKkoHOIaBuy 0azy mae i1 Pociiicbka De-
neparmisi. J[ist momomMoru mamieHTaMm 3 PiIKiCHUMHE
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3aXBOPIOBaHHIMHM KpaiHH, 30KpeMa 1 Hallla JiepKaBa,
00‘emnanucs B Mepexxy Orphanet.

Crmin BU3HATH, MO TPH JTIaTHOCTHUIN PIAKICHUX
XBOpOO, OLTBLIICTh 3 SKUX Ma€ TeHETHYHY OCHOBY,
BHHHUKAIOTh TICBHI TPYAHOI, B T.4. 1 y 3B‘S3KYy 3
THM, 1[0 MEIUYIHI TCHETUKH TIPOTATOM CBO€EI KITiHIY-
HOI MPaKTUKU HE 3aBXKIM CTHKAIOTHCS 3 TAIliEHTaMH,
KOTpI CTpaXXIaloTh Ha TaKi XBOPOOH.

Cunznpom Anedi (cuaapoM 9p-) € BpOIKEHUM i
Briepie onucanuii y 1973 pori. [lutorenernuni Ba-
plaHTH MOXYTh OYyTH PI3HMMH: YacTKOBa Jeleris
KOPOTKOTO Tieda 9 xpomMocomH, i3oxpomocoma 9q,
He3z0alaHCOBaHI TpaHCIOKallii, IpoTe B YCIX BH-
najKax CIoCTepiraeTbcs BTpara cermenta 9p22.

JliarHOCTHYHMMH O3HaKaMH 3aXBOPIOBAHHSA €
Tpuronomedaisi, pi3ko BHCTyMalO4Yuil 7100, MOH-
TOJIOITHUI PO3pi3 Ouel, emikaHT, eK30()TallbM, Ti-
HEepPTENOPHU3M, CILTIONICHE 1 MIMPOKe MepeHicces, Ma-
JICHBKUAH POT 3 BEJIMKOIO BEPXHBOIO I'y00l0, BUCOKE
nigaeOiHHsa. BymrHi pakoBuHM 6e3 Mo4ku abo BOHA
HEeJIOPO3BHHEHA, 31 3rNa/DKCHUM 3aBUTKOM. Illus
KOpOTKa, Manbli pYK i HIr JOBIi, HIFTI LIMPOKI,
OIyKJIi, KBaapaTHoi Gopmu. Y iBYATOK BUpPaXKeHA
rinoria3iss Majqux 1 BEJIUKUX CTaTeBux ryo, y
XJIOMYUKIB - TiloOIJia3is MOIIOHKH 1 CTaTeBOro
wieHa. 3 BaJ BHYTPIIIHIX OpPraHiB BiAMIYeHO ypa-
JKEHHSI CEpIIeBO-CYJMHHOI CHCTEMHU 1 TigpoHedpo3
HUpoK. CriocTepiracTbcss po3yMoBa BiICTaNICTh Pi3-
HOTO CTYIEHS BHPaXCHOCTI. 3a XapaKTepoM XBOpi
JacKaBi, CHOKiiHI, ciyxHsHI. [IporHo3 ams KUTTS
cnpusTimBHii [1].

Cnig TakoX 3a3HAQUMTH, IO OUIBII YacTo, HIXK
BPOJDKEHI CHHIPOMH, ITUTOT€HETHYHI 3MiHU KOPOT-
Koro mieya xpomocomu 9 (Big 9 pll mo 9 p 24)
CIIOCTEPIraloTh MpPHU HEOIUIa3iiX KPOBOTBOPHOI
cucremu. Jlemerii KOpPOTKOTO IUIeYa IE€PEBAKHO
peECTPYIOTh  TpU  TOCTpOMYy  JiMQoOIacTHOMY
nefkosi [1, 4, 6]. BinmoBigHo 10 JaHUX, BHUKIIAIC-
HUX Yy dJiteparypi, 7-12% XBopux Ha TOCTpY
niMdoOmacTHy JIeHKeMil0 MalTh BHINEBKa3aHI IHU-
TOTCHETUYHI 3MiHH, SKi BUHUKAIOTh HA PiBHI MYJIb-
TUTIIOTEHTHOI CTBOJIOBOT KIIiTHHHU [8]. MoJiekynsapHO-
TeHETUYHI IOCIIKEHHs, BUKOHAHI B I[IH 00JacTi,
JTO3BOJISIIOTH TIPHUITYCTHTH, IO MPUYHHOIO Heorurasii
Moke OyTH BTpaTa TEHETHYHOTO MaTepiany, SKHi
MICTHB T€HH, III0 CTPUMYBAH PiCT MyXiuHH [4, 5].

TakuM 4MHOM, 32 JaHUMHU JITEPaTypH iCHYIOTh
yCi MiJCTaBH BBaXKaTH BTPATy T€HETHYHOTIO Mare-
piay B KOPOTKOMY ILIE€Yi XPOMOCOMH 9 3HAUYIIO0
AK 17151 BAHUKHEHHS BPODKEHHX XBOPOO, Tak i [uis
PO3BUTKY HEOIUIa3iii KPOBOTBOPHOI CHCTEMH. 3aB-
JaHHS TIPEICTaBICHOI POOOTH IOJIATajIo B aHawi3i
aHaMHe3y, ()eHO- Ta TEeHOTHUILY Y HAalLi€HTIB 3 TaKOIO
PIIKICHOIO BPOPKEHOIO TATOJIOTIEI0 SIK MOHOCOMIS
KOPOTKOTO ILIeYa XpoMOocoMH 9.
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Y poboti BuKOpHCTaHi TreHeTH4HI  (KJIiHIKO-
reHeayioriunuii, nurorenernynuii, FISH-meToxm), ma-
paKIIiHIYHI Ta IHCTPYMEHTAJIbHI METOAU OOCTEKEH-
Hs. KapioTumyBaHHS MPOBOAWIM 32 CTaHJAPTHOIO
Metoaukoro (G-metoxn audepeHuiiHoro ¢gapOyBaH-
HA XpoMocoMm) [2].

Jns Bepudikarii MiKpoAemeniiHuX CHHIPOMIB
3aCTOCOBYBaJIM MeTOA (IyOpECICHTHOL in situ Ti0-
punuzamnii 3 BUKOPHCTaHHAM JIOKYC-CHEUM(idHUX
30HaiB: Vysis DiGeorge Region Probe — LSI
TUPLE 1 SpectrumOrange/LSI ARSA Spec-
trumGreen; Vysis Williams Region Probe — LSI
ELN SpectrumOrange/LSI D7S486, D7S522 Spec-
trumGreen. FISH-meTon BuKOHYyBamu 3rifHo 3
IHCTPYKIII€IO B KOMIUICKTI 13 30HIaMH.

AHani3 CTaHIApPTHUX [IMUTOTCHETHYHUX Iperapa-
TiB mpoBommiH Ha Mikpockori Nikon E400 (Smo-
Hif); FISH — ma dayopecuentHomy Mikpockormi
Nikon E600 (Smownis).

PE3YJBTATHU TA iX OBTOBOPEHHSI

Y wmenuko-reHernyHomy 1entpi (MIL]) Ha-
IMIOHATBFHOI ~ TUTSAY0I  CHeIialli3oBaHOi  JIiKapHi
«OXMATIUT» MO3 Ykpainu 3 2004 o 2013 pik
OyJ10 AiarHOCTOBAHO BCHOTO TPH BHIAAKU CHHIPOMY
Ampdi (Bci mpobannm — maiByaTka). JBa marieHTHn —
xwureni M. KueBa — Oynu cnpsimoBani 1o MI'L] nu-
TAYUMH HEBPOJIOTaMH, OAWH TAIi€HT MPOXUBAB Y
M. JKurommp 1 MaB HampaBneHHS JKHTOMHPCHKOTO
obmacHoro LleHTpy muanyBaHHS ciM‘T Ta pempoayK-
mii JIFOINHU.

[epumit mpoGana A. HOCTYNHB Ha KOHCYJIbTYBaHHS
y MI'l] y micsaromy Bimi. CiM’st ipoxxuBae y M. Kuesi.
Batbkam o 38 pokiB, 03HAaK MaTOMNOTI] y HAX HE BUSB-
neHo. Taro Bix MONEpeHBOTO LUTFO0Y Mae 3I0pPOBY
19-piury muteHY. Y mbOMY TDTIOOI TIEpIia BariTHICTH
3aKiHYMJIacs BUKUIHEM Ha TepMiHi 24 TkHi. [Ipu na-
TOJIOTOHATOMIYOMY JTOCIIDKEHHI TIIoa O3HaK BpPOI-
JKCHOI TIaToNoTil HE BUSIBJICHO, ONHAK IUT HE OyB
00cTeKEeHNI TUTOreHETUYHO.

Jpyruit pobang b. OyB miarHocToBaHUN y BiIli
onuH Micsnp 3 TkHi. CiM’s ipoxxuBaia y M. Kuesi.
Krniniuao 3mopoBi 0atbku (MaTé BikoM 34 pOKH,
Oarpko - 39) 6ynmu TORCH indikosani. [loapysxoks
MaJIO 3JI0pOBY 8-piuHY AWTHHY Ta CAaMOBIJIbHUH BH-
KHJIeHb Ha TepMiHi 5-6 TIKHIB (IIUTOr€HETHYHO HE
obOcTexeHuin).

Tperiii mpoban B. moctynue Ha 0OCTEeXKEHHS Y
nBopiuHOMy Bimli. Ilpu 1mpoMy 3a MicIieM TIPOXKH-
BaHHs (M. JKutomup) Oyno TpOBEICHO KapioTHITY-
BaHHA — 46XX. Y OarpkiB (Matu — 25, 6aTbKO —
29 pokiB) 03HaK OyJb-SKOI MATOJIOTil HE BUSBICHO.
VY HEX 000X € IO OJHil 3M0pOBif TUTHHI BiX TOIe-
peaHiX MUTFO0IB.

ME/JUYHI TIEPCIIEKTUBH



PonoBonu npobanais Oyniu mpeacTaBieHi TphoMa
MTOKOJIIHHSIMH. Y BCIiX MHPEICTaBHUKIB TPETHOTO IIO-
KOJIHHS (3a cioBamu OaThKiB TpoOaHmiB Ta QoTo-
rpadisiMu) KIiHIYHI O3HAKK BPOKECHOI MaToJIorii He
BHSIBJICHI. 3a TaHUMH aHaMHE3y HiXTO B POJIOBOJI HE
MaB WIKIUIMBUX 3BUYOK, HE TWiJJaBaBCs BILUIMBY
npodeCciiHUX IIKIJUIMBOCTEH, y T.4. He OyB yuac-
HUKOM JikBimamii aBapii Ha YAEC Ta He mpoXuBaB
Ha pajiauiiiHo 3a0pyJHEeHil TepuTopii.

Crhin TakoX 3a3HAYMTH, IO, HE3BAKAOYM HA
mpsiMi TIOKa3aHHA (BiK MaiOyTHIX OaTbKiB, pempo-
IYKTHBHI BTPAaTH B aHAMHE31), 10 HAPOIKEHHS MPO-
OaHmiB J)KOAHA 3 CiMEW He OTpUMajia MEIUKO-TCHe-
TUYHOT'O KOHCYJIbTYBaHHSI.

Bci npobanau npu HapopkeHHi Manu Macy 3000
—3370r1i cepemHiii 3picT 52-54 cM.

[1ig yac MEIUKO-TeHETHYHOTO KOHCYJIbTYBaHHS Y
BCiX mpoOaHiB PeHOTHIIOBO OyJiM BUBHSBIICHI TPH-
rouoredanis (KpaHIOCUHOCTO3), CMIKAHT, OYHUIA Ti-
HEepPTEeIOPU3M, MOHTOJIOIAHUN PO3pi3 OYHMX LIUJIMH,
noJloBkeHuil imbTp (BimCcTaHb MK HOCOM 1
BEPXHBOIO Ty0010), IIacki 0OJIMYYS Ta CIIMHKA HOCA,
nedopmalrisi ByITHAX PakoBUH. Y NIBOX 3 TPHOX Ta-
LIEHTIB MaB Micle ek30()TalibM, KOHTPAaKTypH APY-
TOro i TPEeThOTO TAJBI[B KHUCTI, TiMoria3is 30B-
HINTHIX CTaTEBUX OPTaHiB.

[Ba 3 TppoX mpoOaHAiB Maiu ABOOIYHY MaXOBY
KWIy Ta BPOJUKEHUH CTEHO3 JIETeHEeBO1 apTepii.

VY HeBpoJIOTiYHOMY CTaTyci y Bcix mpoOaHIiB
BiJ[3HA4Y€HA M‘s30Ba TiMOTOHIA, Trimopeduiekcis, 3a-
TpUMKa (Pi3UIHOTO Ta TICHXOMOBHOTO PO3BHUTKY.

3a JaHUMH JITEpaTypH, KPUTHYHHM PEriOHOM
XpOMOCOMH 9 TIpH TaKOMY CHHAPOMI € CerMeHT p 24

[3]. ¥V mnpencraBieHOMY MOCHTIKEHHI KapiOTHIIH
npobaHniB A, B., B. xapakrepusyBanuch sk 46, XX,
del (9) (p23); 46, XX, del (9) (p21); 46, XX, del (9)
(: p22 **q ter) BinmoBigHO, TOOTO y BCiX TPHOX BH-
MajKax maja Miclle MOHOCOMisi XpOMOCOMHU 9 Kpu-
THYHOTO CerMeHTa p 24.

[Ipu xapioTuryBaHHI OaThKiB MPOOAHIIB XpO-
MOCOMHI nepe0yIoBH y HUX HE BHSBIEHI, TOOTO y
MAI[iEHTIB MaJIM MICIIe HOBI MyTaIlii.

[NamierTr OTPUMYBaIM CHMIITOMAaTHYHE JTiKyBaH-
HS 3JICKHO BiJl JIarHOCTOBAHOI OPTaHHOI MATOJIOT1],
a TaKOX BIAMOBIAHUI peaOiTiTaiiHUuil KOMIUIEKC Y
IeHTpax peabimramii mms JiTedl 3 ypakeHHIMH
LIEHTPAJILHOI HEPBOBOI CUCTEMH.

BUCHOBKHU

1. Haif0impm xapakTEpHOIO KIIIHIYHOIO O3HAKOIO
y MAIi€HTIB 3 MOHOCEMIEI0 XPOMOCOMH 9 € Tpuro-
Homedais, ska B CHOJY4YeHHI 3 iHIMUMH (EHOTH-
MTOBUMHU TIPOSIBAaMH (CTHTMHU JH3eMOpioTeHe3y) Ha-
Ja€ MOXKJIMBICTH 3aIliJO3PUTH XPOMOCOMHY Maro-
JIOTif0, SIKa TIOBHHHA OyTH IMiATBEp/KEHA ITUTOrCHE-
TUYHO.

2. HasBHicTh y mpobaHaa 3aTpuMKH (i3UIHOTO,
CTAQTOKIHETHYHOTO Ta IICHXOMOBHOTO DPO3BHUTKY,
0CcOOJIMBO B CIIOJNyYEHHI 3 MIKpOAHOMAIiIMH PO3-
BUTKY, € TIOKa3aHHSIM [UI1 MEAWKO-TEHETHYHOTO
KOHCYJIbTYBaHHS y MEIMKO-TEHETHYHHUX 3aKiIajax
JIPYTOTO Ta TPETHOTO PiBHIB.

3. Ilpu penpoayKTHUBHUX BTpaTax HEBCTaHOB-
JICHOTO TeHe3y B aHaMHe3l HeOOXiJHO MPOBOIUTH
IIATOTEHETUIHE TOCITIDKEHHS TUTITHOTO MaTepiamy.
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Pedgepar. Ouenka undopmaruBHocTu crenenu MertwanpoBanus JAHK rena DKK4 kak amarHocruueckoro
KpuTepusi NpPH aJeHOKApLUMHOMe MOJIOYHOIi :Kese3bl. 3amopoxkan B.H., ByOonos B.B., Mapuuepena B.T'.,
Herposckuii 10.10., Auaponos I.Y0. Anomanuu memunuposanus JJHK ueparom snauumenvHyro poiv 8 603HUKHOBE-
HUU U pazeumuu OHKolo2U4eckux 3abonesanuti. Llenvio OanHo20 uccre0o8anusi Ovlia OYeHKa 3HAYUMOCHU KOAU-
YeCcmeeHH020 onpedenienus cunepmemuIuposanus nepeo2o sk3oua 2eva DKK4 6 kauecmee buomapkepa onyxonesoii
mpancghopmayuy INUMeNUAIbHbIX KIemMOK MOAOYHOU dicelie3bl DONbHbIX A0eHOKapyuHoMot 2-3 cmaouu. Ananusz memu-
JUPOBAHUSL ObLT NPOBEOEH MEMOOOM KOIUYECTNBEHHO20 NUPOCEKEEHUPOSAHUSL C UCNOab306anuem Habopa PSQ96MA
Qupmer Qiagen. Ycmanogneno, umo cooepycanue memunupogannoii JJHK eena DKK4 6 obpasyax mxanmu ade-
HOKAPYUHOMbL MOIOYHOU Jicelle3bl 3HAYUMENbHO 8bllle, YeM 8 00pa3yax HeUu3MeHeHHOU MKAHU MOJOYHOL JiceNe3bl, 8351~
melx om 2mux dce 6onvHuIX. Tax codepocanue memunuposanuoli [JHK npu paxe monounol dicenesvl 8 cpeoHem
cocmasuno 36,8+12,63 npoyenma, moeda kax 6 00pasyax ycio6HO HOPMANbHOU MKAHU MOAOYHOL Jicenesvl — 19,37+7,1
npoyenma, p<0,01. Hz 23 0bpaszyoe mrxanu adeHoKapyuHOMbl MOJOYHOL JCele3bl GbICOKUL YPOBEHD COOCPIHCAHUSL Me-
munuposannoii [JTHK nepeozo sxzona eena DKK4 Ovin evissnen 6 20 oopasyax (86,96 %, p<0,01); 6 3 obpaszyax ypo-
senb memunupoganrnoti JJHK Ovin conocmasum ¢ cooepaicanuem 8 00pasyax ycio8HO HOPMATbHOU MKAHU.
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