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NlomumopduaM TpHHYEACOTURHEX CGG-rosTOpos
resa FMR-1 Y 320pOBbIX XEHIGHH M MaTepeli DoJnHBIX
C cvsxpoMon Mapruna — benna u3 YxpauHbl

T poseden ananuy sapuauui CGG-noemopos 4 5 -wempancaupyemol ofinacmy 2eng FMR-1 y 18 mame-
Beii npobandos ¢ ciindpoxox Mepming — Benana u 8 cpynne 46 300poewx Xenuur us Y kpaunsi. Toxasza-

wo, wmo vacnn CGG-noemopoe aapoiipyetn 8 npedenax om 23 00 35 xoniil ¥ 300poaux Xenuiui. ¥ deyx
smamepeii npobandos ORPEGERSHD HERUMKE GRALALH caxmmmm&ﬂamm mpuryKheomudos, coomeem-

CMEYIOUHT COCTTIOR HItI BDEM YITUILLL.

Beenense. Camnpom Mapruna — Benna, wm goMKoft X-XpoMOcoME, SBISETCH
saubonee pacapocTpaserHOH GOPMOH YMCTREHHOH OTCTAROCTH ¢ X-CHeTUreHaHmM
THOOM HACICAOBAHRAS B HETKUIHOM DererpasTHocTeid [1]. Hacrora Berpeuaemo-
cru cocrannger npelmsaremao | 1a 1500 wyxwm » 1 5a 2500 xenmun {2}
B 1991 r. ocmossolt wmy MyTaumi, OTBSTCTBEEEHX 32 cmypod Maprusa —
Benna, fren oxapakTepmsosan xax yseywueHme xommuecrsa CGG-nostopor B
5’ -nerpancmepyemott ofinacra rera FMR-1 (fragile X mental retardation 1) [3].
Tako# Knacc MyTanud, CBS3aHHHE ¢ HECTAGIILHOCTRIO AAHHWX NOBTOPOS,
HEKOTODHE ABTOPH HASKWBAIOT OREaMmueckrMu MyramuamH [4] C xaxnmwm
FONOM PACTET COHCOK HACIEACTBEHEHX 3a0QUICRAHNH UEAOBEKA, 00YCAOBICHHHX
MHHAMAYCCKEMH MYTANHSMH BCACACTBHC YBOUIMHCHAS KQIMUSCTEA TPHHYKASO-
TEAHHEX HOSTOpOE. Ha ceropHsmHuit NeHR YXe YCTAHOBACHO, YTO ITH MYTAUHH
SBISIOTCY NPHYBEEON TAKEX HACHCACTBEHHAHX 3aosemamwil uyenoBexa, Xaxk Mmo-
TOHMUECKAS qEcTpodms, crmmonepedpassaas atakcas Tvd 1, Gosesun Iewrmm-
rroua [3]. :

Pasee Ouno mokazamo, vro Kommuecrso CGG-nostopor nomamopibao B
HODMANBHON NOMyISIHY YCAORCKA H BEAPBMDYET B Hpeaenax or 6 ao 52 nosropos
161 B cayuae, ecrm annens cogepxur Gonee 50 mostopos, mabmopaercs Tak
BaSHBaeMad HeCcTaOWILHOCTH, YTO BHPAXAETCH B M3MCHEHNH KOJHYCCTEA KO
OT MOK(ICHAS K MOKOJCHIO,

Onpenenaior fE2 OCHOBHHX THNA MyTdummia: 1) noymmad MyTanudg, npy
KoTOpoil GompHMe C cuEZpoMoM Maprina — Demna mMeoT MHOXECTBEEHYI
asnpnxanmo koxwuecrasa CGG-nosTopos — Gonee 230 xommi; 2) npemyTa-
TES: UHCAQ NARHNX NOBTOPOB Eapexpyer or 50 mo 230 (6]

JHK-pmars0ocTexa HA3BaHHOI0 CHHAPOMA COCTOMT B YCTAHOBACHEW KO/MYE-
¢rEa momTopoR B reme FMR-1 m mpoBoas#rTCs B HACTOMHIEE EPEMS € TOMOINBIO
MeTonoe Gaor-rebpanmaamne n oamMepasuol UenHod peaxnmm (IIIP). Ilo-
CREqERE METOR smageTcs Eanbonee, 3peRTHBENM B ONPENCIEHHH HOPMATIEHOTO
EOJMWYCCTRA HOBTOPOB, 4 TAKXE XLNCASH B COCTOAHEN opemytaimun [7 ).

B sacrosmed paboTe HPeNCTABNCHH PE3YABTATH HAYUCHHN BaphbHpPOBAINS
xommaecTna CGG-nosTopos B cemeax ¢ cumgpomom Maprsaa — Beana n B
FPYOIG 3A0POBHX XEHINHH B3 YKpauss ¢ Hcnoum3dosapreM meroga [1HP.

Martepuanan H MeTORW, Marepmanom jUis NPOBEACHMS MCCICTIOBAHM CIY-
xuma openapara JHK, superennok w3 achixonwros nepmdepauccxodl Kposn
maTepedl geredl ¢ camnpoMom Mapruna -~ Benna, KOTOpHE DPOXOTRIA KINHE¥-
yeckoe oOC/IEROBABME M MEHUKO-TEHETHYECKOE KONCYILTHDOBAHHE B YKpamm-
CKOM HAyYHOM IENTpe MemunMECKol resermxd, Kuescxom HMH IIAT M3
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MOARMOPEGHIM TPHHVEAEOTHOHMX COGG-TIOBTOPOR MEHA FMR-]

VYepawan # KHesCKOM MENTHKO-FEHETHYSCKOM HEHTPE, 3 TAKXe SHOPOBHIX
“xenymue-aouopos. Ipenaparn JHK ssnensre B owsmana no Merony [8]. Iina
asammza xosmeaecrsa CGG-nopropor nposoxaas amumdexanemo THK in vitro
¢ novomso I1LP n ¢ nocnegyiomed SaoT-rudpran3anmn, NPHMEHSS B KAYECTBE
30HD4 cHETeTHMeckmE ommonykacorun §'-(CG(),5-3', no merony [91. Cumiro-
HYKISOTANEHE [PANMEDH, TOMOJIOTHYHKE HYKJICOTANHWM HOCIENOBATENLHO-
craM, duankupyomusm obnacte CGG-nosTopos (npadimepst 1 & 3) {9), 6w
cmuresuposanr B AQ O3xorypr (Bumemroc, Jlmrea). IIHP ocymecrsnamu s
ABTOMATHUYECKOM pexpMe Ha repmonnkaepe «Perkin Elmers (CIIIA) no cxeme:
EEAOMApyIouas nedatypauus — 98 °C, 4 swun, sarem 30 npxnos: aegarypanug
— 97 °C, 50 ¢, oTx¥r u 3acHraunsa — 75 °C, 45 ¢ ¥ 3axBOYRTENERAR DUKT ~—
75°C, 5 mmn. Tepmocrabunseas nommMepasa mponssoacTea ¢upuu «Perkin
Eimer».,

Iponyxtet amimaduxanmu pasaensm dnextpodopeson 6 %M aenarypm-
PYIOUIEM AKPENAMMIHOM IeJIe d 33TeM NEPEHOCHNN HA DONOXHTENLHO 3aPIXCH-
il gefUronosut GRILTP dupMu «Amershams» (Awrmms) [10].

Cunrernueckuit omwronyxneoran §'-(CGG) -3, MmeuemmHE 1menounol
thocbarazol, pactrop ang geteknud <LumiPhos 530» u pacTsopu nas mabpunm-
3amiu, KCHOAb3OBaHHBE B padore, exoawnu B Habop dupme <Lifecodes ince.
DKCAOHHPORAMN PEHTTEHOBCKONW MaeHKoH upMu «Kodaks mpu 37 *C B Teuenne
0,5—2 v, '

IMpu craTucTUdeckost 06pabOTKE NOTYYEHHHX PE3YABTATOR HCHOMLIOBAJIN
O0menpUHATHE METONN BAPAANMOHHOE, CTaTRCTEKRA [11].

Pe3yabTaThl ¥ odcyxaenwue. Ha pnc. 1 npeacrasneHs NpuMepH SapEAHTOB
ananusza CGG-oosropos, saiaeHHuie npy obcaeacBanmn y 46 HEPOXCTBEHHRIX
3MOPOBHX XesmaH W3 YxpauH. B paccmorpemHHx obpasuax JHK Geuta
BHABNCEN a/JIENbHbE BAPHAHTH, COOTBETCTBYIOmME Hammuew or 23 go 35
kot CGG-nosropos, pasmep Koropux cocrasnan or 131 mo 167 nm
COOTRETCTREHHO. Beero B uccnenosanoli Hamu nubopxe onpepenreno 13 sapuas-
TOB AMAenci.

B rafmme npuBeneHH DE3VIBTATH ARANMAA PACHPENENCHMS AILTCABHRIX
sapuantos CGG-nosropos. Hanfonee uactem 6mn awens H, coorsercrywo-
muit ganmmone 3 CGG konult, Torza xax pexe BCEro BoTpeMayMch aanemm: F,
I, K (28, 32 u 33 mosTOpa COOTRETCTBEHHO).

OueHka pacopesenesus awensi B aasuoil sROOPKe CEMAETEALCTEVET O
TOM, uTO OOHapyXcHHHE a/NNeIbHHE BapHANTH pacnpeacieHs @opMansao (G =
= §5.945, 4.f. = 6.3868, P > 0.05).

B uccnegyemol rpymme 3I0poBHX KEHINHE ObUTH BHIWIEHH CNEgYIOIHE
resorume: AH, AJ, BD, BH, CF, CG, CH, DH, Di, EE, EJ, GJ, HH, HI, HL,
HK, HM, JJ, JL. Haubonee sacto scrpeqamommmcs ssasercas resorun HH

Pacnpedensnne aasensuoix 8epuinmog CGG-108MOPOS ¥ HEPODCMBLHHAX 300POSRIX KNI

Annenp | Kon CiG: P I Yarmma  CTPEHAEMOCTH * 5.£.
A 23 0,0217+0,0152
B 24 0.0543+0,0236
C 25 0,0543+0,0236
D 26 0,0543:+0,0236
E 7 0,0435+0,0213
F 28 0,0109+0,0108
G 29 0.0217+0,0152
H 30 . 0,5217+0,0521
I 31 0.1522+0,0374
i 32 0,0109+0,0108
K 33 0,01090.0108
L 34 0,0217+0,0152
M a5 0,0217+0.0152
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Puc. 1. AHAMME NAEALHORO MOJIUMOP-
pmama CGG-nosropos e rene FMR-1
B rpYMNe anoposnix xewmuH. Fenorn-
o5 mt: } — GG 2-—HH; 3 — FH; 4 —
4 CF,$5—CGi6-—CH; 7 —CH; § —
’ HH
Puc. 2. Ananns npoayxror INLIP CGG
BRETAHCHM Y MaTepei Doneueix ¢ CHH-
apomom Mapruna — Berma: f —
rETEPOIUIOTE ¢ ANAENEM ¢ [PEMYTa-
) upeh (~120 konui) M HOpMANLHBIM
a! W amnenem (31 nogrop) (cemna B.); 2 —
' MEHIIMHA ¢ JBYMA NIPEMYTALHOHIMMH
amnengmd  (~90—100 moeTopos}, B
KAGECTEE MAPKEPA B RAHHOM MCLNEN0-
BAHWM HCTIOALAOBANW MPOAYKT aMNAM-
tuxarm JTHK matepy — HOCHTEND-
HHLBE NPEMYTAUMK, NPEAOCTAMIEHHBIA

' . . I204 A-pom B. Bepreneuknm (¥YHusepcuTeT

RBix,

74 . K. Anafampl, CUIA); 3 — reTeposu-

TOTA-MO3BMK ¢ HAAMHUMEM TPEX afie-

. . . A nefl ¢ npeMyTanuMaMu pasmepom ~90,
’ ) 150 » 180 DMUBTOPOE M HOPMAJBHBIM

N annenem ¢ 25 konuamu (cemua B.); 4,
z J 4 5 & 5, 6 — 300pOBME MEHUIUHLI C 1EHO-
Tunamd HH, CG, HH cooTRETCTBEHHO

o,

(12,52 %), rorma xax rerorunm CG, CF, GJ, JL, HL, HK, AH, HI, Al, EE,
DJ » BD orMeueHH JMmE B EQHHHYHHIX CAyUu2sX.

B naHHOM HccnenosBaHWM Obil DPOBEJEH TAKXC aHa/N3 BaPLHPOBAHHA
CGG-nortopor y 18 marepeii SoaeHnx ¢ cuunpomoM Mapruaa — Bemwma. ¥
AByx Matepeil npobaHnoB M3 HepOACTBEeHRHX cemcil B, n B, Onmn obrapyxenn
a/renu ¢ npemytanuamu (puc. 2). B cembe B. y mMarepn BWABACHN nBa aaacs:
OOMH — ¢ HOPMAJbHKM KOJIMYecTBOM Kommit (31), apyro#t — ¢ mpemyraumei
(npubamaurensio 120 mosropos). B cembe B. y mMarepn npobauaa Hafimonancs
TAK HASHMEBAGMBI MO3AHLM3M, T. €. HAJMHUME HOPMA/bHOrO amanens (25 xonmii)
HAPSAY C A/NEAIMH C NPEMYTalMed ¢ pas HuHLM KOAMYECTBOM NOBTOPOR —
npubauaurensae 90, 150 u 180, Hanwume nponykTos aMILTHGHKALHEA DAIHON
IUTMHH CBHOETEALCTEYET O TOM, UTO B KPOBOTOKE AAHHOH XEHIMMHH UMPKY/AH-
pyror nuMGOnMTE, X-XpOMOCOMH KOTOPHX COOEPXRAT PasHOE YMCAO MOBTOPOB.
Jror GaKT NOATBEPXAAET BOAMOXHOCTL NHHAMMYECKHX MYTAEOHHAMX MpOLec-
COB, NMPOXCXOASIIIEX B OAHHOM JAOKYCE, HE TONBKO HA MEHOTHYECKOM, HO M HA
MHTOTHUYECKOM YPOBHsIX. B xonme mccrenopanms Npo0aHAOB M3 AaHHHX CEMEH HE
yAAnocs MASHTH(MURPOBATE NPOAYKTH ammwinduxanrn. M3 sroro crenyer, uto,
BO3MOXHO, HA MX XpPOMOCOMax COEEpXRMTCS ofmmpHast of1acTs NOBTOPOE B
nansoM pernore rena (Bonee 230). INocnenanee AenaeT HEBOSMOXHBIM YCIEUIHOE
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AOAHMOPPHIM TPFHHYKJIEOTHAHRX CGG-NOBTOPOE T'EHA FMR-1

IPOBEIEHAE PEAKLMM AMILTHOHKAIMK in vifro. TlosTOMY 118 NOMOAHUTENBHOIO
usyuenua obpasmos JJHK npoBaspos 6ymeT oCyIecTBACH AHAJH3 C MOMOMBIO
meTona 610T-rHbpPUANSALKE W C HCNOAb3OBAHHEM TCHOMHHX 30HJAOB H3 JAHHOIO
PErHOHA.

Taknm o0pa3zoM, DPOBEACHEBIE UCCAENOBAHUS NOKA3HBAKT, YTO KOJAHUYECTBO
TIORTOPOR B IPYIINE 3A0POBHIX XEHIIUH rapeupyeT oT 23 no 35 komuit, Torna Kak
B Cnyuae BHABACHHAX npeMyTaumi reHa FMR-1 CGG-sxcnancus Konebaercs s
npeaenax ot 90 po 180 woramit,

PaGota Bhmoangxa A pamkax npoextos N 5.3/9 u N 1.01.01./055-92 TKHT ipu Kabunere
MHHMCTPOB Y KPAMHKL

C. . Monapuyx, A. A. Alsuuys, A. M. Buuxoea, C. 0. Kpaduenxn

1TOMMOPERIZM TPUHYKIEGTUIHKX CGG-ITOBTOPB EHA FMR-1 ¥ 3JOPOBHX XI1-
HOK T MATEPIER XBOPUX 3 CHHAPOMOM MAPTHHA — BEJJIA 3 YKPAIHU

Pestome

3miiicueno ananiz wapianii CGG-nosTopin y §'-serpancanosadii obracti, o He TPLHCAMITHCA, MEHa
FMR-1 ¥ 3 martepie npobanaie 2 cwuapomom Maprunn — Feana i 8 rpynl 46 anopoeux xinox 3
Yxpainu. [lokazaso, wmo wvcno CGG-nostopin eapie ¥ Mexax sing 23 ao 35 wonif y agopommx
sinok. ¥ arox matepis npofiangis pHZHAER) HANRKHICTE ANEJiE 3 EKCNAHCIEN ATATEHHX TPHHYKICO-
THAIE, Ki aimmniuamn: CYAHY NPeMyTitsi.

8. G. Malarchuk, I. A. Livshits, A. M. Bychkova, 5. A. Kravchenko

CGG REPEATS POLYMORPHISM OF FMR-1 GENE IN HEALTHY WOMEN
AND MOTHERS OF PROBANDS WITH FRAGILE X SYNDROME FROM UKRAINE

Summary

The anatysis of CGG repeats pnlymorphisms from 5'-untranslated region of the FMR-1 genc in LR
mothers of probands with fragile X syndrome and among 46 healthy women from Ukraine was
performed. Number of CGG repeats in healthy women is shown to vary in range from 23 to 35§
repeats. The allels with CGG expansion corresponding 10 premutation were revealed in two mothers
uf probands.
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