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JTOCJIIKEHHS EKCITAHCII TPMHYKJIEOTUJTHUX CAG-IIOBTOPIB TEHA
AHJPOTEHOBOI'O PELEIITOPA Y ITAIOIEHTIB 3 NIJO3POIO HA CHHJIPOM KEHHEJI

Mema. TlpoBecTH MOJNEKYISIPHO-TEHETUYHE
TOCITIKEHHS €KCITaHCii TPUHYKICOTHIHUX ITOBTO-
piB TeHa aHApPOTeHOBOro peuentopa AR B ocib 3
MiJJO3pOI0 Ha CHUHOOYJIKOAapHY M’s30BY arpodiro
(cuHIpPOM Kenneni). Memoou. Kimiuiko-
TeHEIOTI9HNA, MeToa nudepeHIiiuoi AiarHoCTH-
ku, BuAiIeHHS Ta ouuineHHs JIHK, monekynspHo-
TeHEeTUYHI: ToJIiMepa3Ha JIAHIFOTOBa PEakilisi, eye-
kTpodope3 B arapo3Homy remii. Pezyromamu. Ilpo-
BEJCHO  MOJICKYJSIPHO-TEHETHYHE  JIOCIIKCHHS
€KCIaHCI1 TPUHYKJICOTHIHUX ITOBTOPIB T€HA aHIPO-
reHoBoro perentopa AR y 30 ocid 3 migo3poro Ha
cuaapom Kennemi. Y 5 mpobaHmiB q0CIiTKyBaHOT
rpynu BcraHoBieHO 38 CAG-noBTOpiB (BepXHA
Mexa HOpMH) Ta y 27 o0CTeXyBaHUX TMalli€HTiB
kimpkicTe CAG-TIOBTOpiB He TmepeBumnyBaia 37
(Hopma). Cepen o0OCTEeXKEHOI TpynH MAI[EHTIB
3HAWJEHO POAMHY, B fAKill Y TPHOX YOJIOBIKiB BCTa-
HoBiieHO 49 CAG-moBTOpIB y TeHi AR, mo 3acBin-
910 HasBHICTH cuHApoMmy Kennemi. Buchosku.
Cunnpom Kenneni — pinkicae X-34eruieHe peLecu-
BHE 3aXBOPIOBaHHSA, IO MOTpeOye po3poOKH cIie-
uugpiyHEX OiomMapkepiB A 3°sICyBaHHS NATOTEH-
HOTO TPOIECy Ta MOJIETHICHHS! paHHBOI J1iarHOCTH-
KH.

Knrouosi cnosa: Cunaapom Kenneni, ren ana-
porenoBoro peuenrtopa AR, Tpunykineoruani CAG-
MTOBTOPH.

CrniuHo-Oynn0apHa M’5130Ba aTpodis
(CBMA), Takox Bimoma sik cuHapoMm Kenneni — X-
34YEIICHE PELeCUBHE 3aXBOPIOBAHHS, L0 XapakKTe-
PHU3YETBCS TPOTPECYIOUOI0 M’ SI30BOIO CITAOKICTIO.
Le pinkicHuil po3naza i3 momMpeHicTio B €Bpori
Bix 1 mo 2,5/100 000 gomogikiB [1]. 3HauHO YacTi-
I11e B MOPIBHAHHI 3 IHIIMMH €THIYHIUMH TOMYJISIis-
mu Cunzapom KenHeni 3ycTpidaerbesi cepes simoH-
IIiB, 110 MOSICHIOETHCS €)eKTOM 3acHOBHHKa. JlaHe
3aXBOPIOBAHHS BHUKJIMKAaHE EKCIIAHCi€ro (30UTbIIeH-
HsM) TpuHykKiIeoTuaHux moBTopiB (CAG)y mnep-
LIOMY €K30HI reHa AR aHAPOTeHOBOIO PELENTopa.
Braxaerncs, mo xBopobda Kennemi Moxe BpaxaTh
JUIIE 4YOJIOBIKIB, Xouya OYJM ONHCaHI BHIIAJIKH,

Konu rerepo- abo romosurotrHa excnancis CAG-
MTOBTOPIB Y T€HI AR pHU3BOAMIIA YV KIHOK 10 MOSBU
JIETKOI CHMOTOMATHKH JaHOTO 3aXBOPIOBaHHS. Bik
MOYaTKy 3aXBOPIOBaHHS 3a3BUYail MpHUIAnae Ha
TPETE-TI ATE ACCATIIIITTS KUTTS, IIPOTE € MOBIIOM-
JICHHS 1 IPO paHHIO MaHidecTaltito [2].

Cunapom KeHHeni OMUCYETHCS HU3KOIO HEB-
POJIOTIYHUX TOPYIIEHb, CEpell SKUX CIa0KICTh Yy
JUCTATLHUX Ta TPOKCUMAIBHUX M's3aX, CYAOMH,
YacTi Maj(iHHsA Ta CKIAJIHOCTI 3 XOJAb0O, Tpemop,
atpodiss M'S3iB NMPOKCUMANBHUX Ta JIUCTAIBHUX
BIJITITIB, KOHTPAKTypa CyTI00iB, TMMOPYIICHHS KOB-
TaHHS Ta MOBH, CIIA0KOCTI AMXAIBHOI MYCKyJaTy-
pu. Cepen €HIOKPUHHUX DPO3JaliB BiJ3HAYAETHCS
3HIKCHHSI YyTJIMBOCTI J0 aHIPOTEHIB: TiHEKOMAc-
Tist, aTpoist sl€9Y0K, 0J1iro- abo azoocnepmis [3].

HiarHo3 cnuHOOynsOapHa M’s30Ba aTpodis
(Cunppom Kenneni) miarBepKyeThCcs 3a JOMOMO-
IO  MOJIEKYJISIPHO-TEHETHYHOTO TECTYBaHHS Y
YOJIOBIKiB, IO MaloTh y TeHi AR > 39 moBTopiB
CAG. I'en 4R (anrn. androgen receptor) noKami3o-
BaHMH Ha MOBroMy rmiredi X-xpomocomu (Xql1-12)
Ta KOIy€ aMIHOKHCIOTHY TIOCIIJOBHICTh OiTKa
aHJIPOTEHOBOTO PEIENTOpa, KU aKTUBYETHCS i
JIIEI0 TECTOCTEPOHY Ta IUTIAPOTECTOCTEPOHY 1 €
TpaHckpuniitHuM ¢aktopom [4]. I'er AR ckmama-
€TBCSl 3 BOCHMHU €K30HIB, 1[0 KOAYIOTh YOTUPHU Oin-
KOBIi JIOMEHH: JOMEH aKTHBAIlii TpaHCKpHUMIii (eK-
30H 1), JHK-3B's13yrounii nomen (ex3zoHm 2 i 3),
NEeTILOBUI JOMEH, IO CKIAJAETHCS 3 IBOX elieMe-
HTIB «IIMHKOBHX TNAIBIiB» (€K30H 4), Ta TOPMOH3B'-
SI3yI0UHi JoMeH (ek30Hu 5-8). Jlnsg rena 4R xapak-
TepHa HASBHICTE Y |-My €K30HI MOCIIiIOBHOCTI
noBtopiB  CAG (uuTOo3uH-afieHiH-TyaHiH), Kijlb-
KICTh SKHX MOKE€ 3HAYHO 3MIiHIOBAaTHUCH (Bim 8 10
25) y pizuux moaei. Tpumter CAG xoxye amiHoO-
KUCJIOTY TIyTaMiH, i MPH 3MiHI KUIBKOCTI HYKJIEO-
tuaiB CAG-1OBTOpiB 3MIHIOETBCS BIAMOBIAHO i
KUTBKICTh aMiHOKHCIIOTH TJIyTaMiHy B Oinmky. Jloc-
JDKEHHS TIOKa3yITh, 0 MeHIIi KinbkocTi CAG-
MOBTOPIB BiANOBiAa€ MEHIIMH CTYNiHb KOH(OpMa-
MIHHAX 3MiH perenrtopa i, K HACIiTOK, OLTBIINN
CTYIiHb 3B'A3Ky B KOMIUIEKCI TOPMOH-PELENTOp,
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0 MPHU3BOAUTH JIO aKTHWBAIii TpaHCKpuii. 3i
30uThIeHHAM KinbKOCTI CAG-TIOBTOPIB TpaHCKPH-
miiiHa aktuBHicTh AP nagmae. He3Baxkaroun Ha Te,
o 30inpmenHss CAG-OBTOPIB 3MIHIOE CTPYKTYPY
aHaporeHHoro peuenrtopa (4R), HE3pO3yMiNO, SK
3MIHEHHH OUTOK MOPYIIy€e HEPBOBI KIITHHU TOJIOB-
HOTO Ta CIIMHHOTO MO3KY. JlocmikeHHs TOKa3aiH,
mo ¢parmeHT Oinka AR, IO MICTUTh CETMEHT
CAG, Hakomu4yeThCs B IMX KIIITHHAX, MEPEIIKo-
JDKAIOYM  HOpMalbHOMY (YHKIIOHYBaHHIO —KJIi-
THH [5].

Po3mip ekcmancii KOpenroe 3 TSHKKICTIO CHM-
NTOMAaTHKH, PIBHEM MEHETPAHTHOCTI Ta 4acoM Iie-
pHMX MposiBiB 3axBoproBaHHs [6]. IcHye 3BopoTHa
KOpeJsIIiss MiXk KinbKicTio mMoBTOpiB CAG i BikOoM
MOSIBM cUMNTOMIB cuHapomy Kenneni. SAkiio po3r-
JS1aTH HEMOTOPHI TPOSBH, 1IEH 3B’ 30K HEOUECBHI-
auid. Kopermsmist Mk kinmpkicTio moBTopiB CAG i
PYXOBOIO HEJIOCTATHICTIO MOYKE CTAHOBUTH JIHIIE
60 % crocTepeKyBaHOI KIIIHIYHOT FeTePOreHHOCTI,
o0 BKa3ye Ha HaABHICTh iHMMX  (aKTo-
piB: TEHETUYHHX, CIMTeHETUIHNX a00 CKOJIOTIUYHUX,
IO BiAIrpaloTh BXJIMBY POJIb y PO3BHUTKY KITiHIY-
HOro cuHapoMmy. [IpukiagoM 1BOTO € HasSBHICTH
3Ha4HOI (DEHOTHIIOBOI BapiabETBLHOCTI B MekKax
ONIHI€1 pOAWHM, HE3BAKAIOUM HAa OJHAKOBY KiJIb-
kicte moBTopiB CAG [7]. Kopensuiitnuii anani3
MiX KibKicTio moBTOpiB CAG Ta enekTpodizioino-
TIYHUMH iHIEeKcaMu OyB HEMOCIHiTOBHUM. BBaxa-
€TBCS, IO BHCOKA KIJIBKICTh MOBTOPIB MEPEBAKHO
IIOB’si3aHa 3 PYXOBHUMH aHOMAJisIMH, TOJII K HU3b-
Ka KUTBKICTh TTOBTOPIB B OCHOBHOMY IPOSIBIISIETHCSI
B CCHCOpPHUX 3MiHax. BaJIMBO BiJ3HAYUTH, 1110 BiJ
MOYaTKy CJIa0KOCTI 110 JiarHOCTHUKU  CIUHO-
Oynp0apHOi M’s130B0i aTpodii B cepemqHLOMY IPo-
XonuTh ToHan 5 pokiB [8]. Takum guHOM, iCHYE
KpUTHYHA ToTpeda B po3poOIi cnenudiuHux st
3aXBOPIOBAHHS OiOMapKepiB, IS 3’SICYBaHHS 11aTO-
TCHHOTO TPOIEeCy, a TAKOX IIOJIETTICHHSI PaHHBOI
miarmoctuku CBEMA.

MeTo10 TaHOTO JOCTiHKEHHS OYI0 TIPOBECTH
MOJICKYJIIPHO-TEHETUIHE JOCIIHKCHHS  SKCITaHCii
TPUHYKJICOTUJHUX TOBTOPIB T'€HA aHAPOTSHOBOTO
perientopa AR Boci®0 3 TMmmO3po0 Ha CIIHHO-
Oyns0apHy M’ s130BY arpodito (cuaapom Kennei).

Martepianu i MeTonmn

Martepianom JOCHIKEHHS CIyTYBalIH 3pa3KH
JHK, Bunineni 3 knitTuH nepudepiiiHoi KpoBi maii-
€HTIB 3 Mijo3poto Ha cuHapoM Kenneni, siki obcTe-
KyBaJUCh y JIbBIBCBKOMY OONacHOMY MEIHMKO-

renetnyHoMy weHTpi Y «lHCTHTYT CcnankoBoi
matosiorii HAMHY». BumisieHHS Ta OYHIIEHHSA
JHK 3 neiikonuTiB nepudepiiHoi KpoBi MpoBO M-
JIU METOJOM BHCOJIOBAHHA. AHANI3 KUIBKOCTI
CAG-nioBTOpiB ¥ 1-My €K30HI TeHa AR TIPOBOIMIH
3a goromororo [1JIP [9]. dns dmankyBaHHS JOCIHI-
JOKYBaHOI JUISHKYA T€Ha BUKOPHCTOBYBAIIM HACTYTI-
Hi Tipaiimepn (Tabi. 1).

Pe3yabTaTu Ta 00roBOpeHHs

Ha migcraBl KIIHIYHMX, T€HEAJOriyHUX Ta
KITIHIKO-Ta00paTOpHUX OOCTEXEHB, SKi TPOBOJIH-
mucst B 1Y «lHCTHTYT cmiagkoBoi matonorii HA-
MHY» Tta JIBbBIBCBKOMY MEIHKO-TCHETHIHOMY
HeHTpi, cHhOpMOBAaHO Tpymy TNAaIMi€HTIB YOJIOBIYOT
crari 3 30-tu oci6 crapire 20-Ty pOKiB 3 KIIHIYHH-
MU O3HaKaMH, XapaKTepHUMH s cHHApoMy KeH-
Heni. Jlani mpobanam He TiATaIamy i JiarHo3H 31
cxoxxumu cumnromamu 10 CBMA takumu sk: mpo-
rpecytoua M’si30Ba aumctpodis Jlromenna/bekkepa
(IIMB) Ta cminaneHa M’si30Ba arpodis (CMA).
Binbime Toro, mi miarHo3u OyJid BUKJIFOYEHI MOJIe-
KYJSIPHO-TCHETHYHO, OCKUIBKM BCIM ITaIlliEHTaM
MPOBENH JIOCHIKCHHST TIONIMPEHUX MYTAlliil TeHiB
SMN1 ta DMD.

IIponyktu amrntidhikariii Bi3yamizyBaiy ILIs-
XOM TIPOBEJICHHS eleKTpodope3y y 2 % arapo3Ho-
My Telqi, SKMd MICTHB OpOMHUCTHH eTHIiH, Ta cKa-
HYBaJld Ha yIbTPadioraeToBOMY TpaHCITIOMIHATOPI
«ECX-15.M» (Vilber Lourmat). Pesynpratn cka-
HYBaHHsI arapo3HHX rejiB 3HIMalu LU(PPOBOIO Ka-
Mmeporo «Gellmager» (Helicon). O6pobky 300pa-
JKEHb 31MCHIOBAJIM Ha KOMIT FOTEPI 3a JIOTIOMOTOIO
nporpamu Gel Explorer 2.0.

OcHoBHUMU KiIiHIYHEME TIposiBaMud CEMA €
cadKicTh y M’s3aX Hir, MOpyIIeHa XOJa, HIBHIKA
BTOMITIOBAaHICTh, BCTaBaHHS <«JIpaOWHKOIO», Tpe-
MOp, M’SI30Bi CyJIOMH, TiHEKOMACTis, AW3apTpid,
mucdaris Ta nopyuiena mosa. Cepe JT0OCIHIKyBa-
HUX OCi0 y BCiX cHocTepirajiacsi MIBHAKA BTOMITFO-
BaHICTh, CTAOKICTh y M s13aX HIT Ta MOPYIICHA XOa.
VY 12 (40 %) muzaptpis, y 8 (27 %) nopyuieHa mo-
Ba, y 10 (33 %) tpemop, y 4 (13 %) rinexomacris,
OCKinbKH, OJHUMH 3 OCHOBHHX KPHUTEpIiB OIIHKH
CTaHy M SI30BHX BOJIOKOH BM3HaHi 0i0XiMiyHI Map-
KepH Taki sik: kpearuHkinaza (CK), nakrargeriapo-
renaza (JIA'), anmanin Ta acmaprar Tpanchepazu
(AnT, AcT) B cupoBaTui KpoBi, yCiM Mali€HTaM
OyJI0 MpU3HAYEHO 37aTH JAaHi TECTH.
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Ta6mung 1. [ocainoBHICTh MpalimMepiB Assl GIaHKyBaHHS AULSTHKH 1-ro ekx30Ha reHa AR

Hazsga

ITocnigoBHICTE

ARA(WALSH)F

5’ACCGAGGAGCTTTCCAGAAT3’

TAMRA-ARA(WALSH)R

5’CAGCTGAGTCATCCTCGTCCG3’

[Toka3HukM KOHIEHTpauii AaHUX (hepMeHTiB
Oynu miABMIIEHI y OiIBIIOCTI OCi0 MOCTiKYyBaHOT
rpynu: kpearnnkinaza CK y 26 (86 %), makratae-
rigporenasza JI/I' y 16 (53 %), ananin Tpancdepasa
AnT y 12 (40 %) ta acnaprar Tpancdepaza AcT y
13 (43 %). BaxxnuBe Miclie 3aiiMae €H3UM KpeaTH-
HKiHa3a, OCKUIBKH HOTO KOHIICHTpAIlis HalBHUIIA B
M’S130Bill TKaHWHI, Ta BiH MPaKTUYHO BiJCYTHIN B
TIEYiHIll Ta epUTpoIUTaX. 30ILIBIICHHS CHPOBATKO-
BUX €H3HUMiB, i 30kpema CK, mepenye mosiBi KiiHi-
YHHUX TMPOSABIB XBOPOOU, IO € BAKIMBHUM JiarHOC-
TUYHAM KputepieM. Y 19 npoGannis (73 %) piBeHb
KpeaTWHKiHa3u TmepeBuilyBaB HopMmy y 100-200
pasiB, MmO € JOCTOBIPHUM MAapKepOM TIIMOOKHUX
MOpYIIeHb y M’ sI3aX.

BaxnuBuMH JiarHOCTHYHHMHU KPUTEPisSMH
CBMA € TakoX MOKa3HHMKH €JIeKTpOHEeHpomiorpa-
¢ii (EMI'). EMI" — me cmoci6 ¢yHKIIIOHATBHOL
JiarHOCTHKH, IO JO3BOJISE BUSIBUTH MOPYIICHHS B
poboti M's3iB 1 mepudepuyHHX HEPBIB. 3aBASIKH
npoeaerHr0o EHMIT BepxHiX 1 HIDKHIX KiHITIBOK
MOJKHa JiarHOCTYBaTH HEPBOBOM SI3€Bi 3aXBOPIO-
BaHHS HA PaHHIX CTalisfX, KOJH Y TAIi€HTa BiJICYT-
Hi Oyab-sIKi CKapryd a0 CUMITOMH. Y Ci TAITiEHTIB 3
JOCIIKyBaHOI rpynu Manu nposeneny EMIT. YV 27
(90 %) va EMI" nerektyBanucs 3MiHHU O MiOIMAaTH-
gyHomy THmy. Y 12 (40 %) mamieHTiB BHABIEHI
O3HAKU aKCOHAJILHOI MOTOHEHPOHHOI MOJIiHEHPO-
naTii KiHI[IBOK, IO € OJHUM 3 OCHOBHHX KPHUTEpiiB
CEMA.

s

JiarHo3y

MiATBEP/DKEHHS YU
«cuuapom  Kennemi»

CIIPOCTYBaHHS
YOJIOBIKaM

MPOBOMIN MOJIEKYIISPHO-TEHETUYIHE JOCIKSHHS
eKCHaHCii TPUHYKJICOTHIHUX MOBTOPIiB. Y SKOCTI
KOHTPOJIO, BHKOPUCTOBYBAJIH KOHTPOJBHI 3pa3sKu
JHK 3 Bigomoro kinbkictio CAG- moBTOpiB y reHi
AR. KinbKicTh TOBTOPIB paxyBajH 3a IOIMOMOTOO
Tabnuui 2, y sKii HaBeJeHO Bary amIuli(ikoBaHUX
(hparMeHTiB y criBBigHOIMEHHI 10 KiabkocTi CAG-
MOBTOPIB.

Excnancito  gerektyBanu
araposaro remo (puc 1). Hopixkm 2, 3 —
KOHTPOJIbHI BapiaHTH ajeleil 3 HOPMaJbHOIO
kinbkicTio CAG-noBTOpiB (10 38 moBTopiB), 4 — 49
nmoBTopiB (cmHIOM KeHHemi), 5 — KOHTPOJILHHMA
3pa3ok anenb 3 54-ma CAG-nmoBTopamu. 6,7 — 23
CAG- noBTopH(BapiaHT HOpPMH).

[IpoanamizoBano 30 3pazkis JIHK Ha
IpeIMET BHSBJICHHS EKCIIAHCI TPUHYKICOTHIHHX
noBtopiB reHa AR. Cepex oOctexeHoi rpynu
4yoJIoBikiB y 9 cmoctepiraBcs anens 3 23 CAG-
nostopamy, y 5-ti — 3 30 CAG-nioBTOopamu, y 8-mMu
cnoctepirascs anens 3 34 CAG-noTopamu. Y 5-Tu
MpoOaHiB JIETCKTOBOHO 38 TOBTOpIB, IO €
BEPXHBOIO MEXEI HOPMH. Y [AOCHiAHIA TpyImi
qoJioBIKIB 3HaiimeHo 3 Bumagku 3 49 CAG-
MOBTOPAMH, IO 3aCBITYHUIIO HASBHICTH CHHAPOMY
Kenneni (Tabum. 3).

Orxe, B  pe3ylbTaTi  MOJEKYJSIpPHO-
TEeHETUYHOTO aHaji3y cepel MAali€HTiB 3 MiJ03pOIo
Ha cuHapoM KeHHeni HamMM BHSBICHO POAMHHHUI
BHITAJIOK JAHOTO 3aXBOPIOBAaHHS (pHC. 2).

3a OOIIOMOI'OIO

Tabawus 2. CrisBigHomenns Baru ¢pparmentis JJHK go kimpkocti CAG-noBTODIB

Mou. KinmpkicTh Mou. Kimpkictes | Mon. | Kimbkicte | Mon. | Kimbkicte | Mo | KimbkicTh
Bara. CAG- Bara. II. CAG- Bara. CAG- Bara. CAG- Bara. CAG-
1. H. MTOBTOPIB H. MMOBTOpPiB | TI. H. TIOBTOPIB II. H. TIOBTOPIB 1. H. | TIOBTOpIB
385 15 415 25 445 35 475 45 505 55
388 16 418 26 448 36 478 46 508 56
391 17 421 27 451 37 481 47 511 57
394 18 424 28 454 38 484 48 514 58
397 19 427 29 457 39 487 49 517 59
400 20 430 30 460 40 490 50 520 60
403 21 433 31 463 41 493 51 523 61
406 22 436 32 466 42 496 52 526 62
409 23 439 33 469 43 499 53 529 63
412 24 442 34 472 44 502 54 523 64
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Puc. 1. Enexrpodoperpama ¢parmenta JHK, mo mictute Tpunykieotunnui mnosropu CAG rena AR (2 %
arapo3nuii renb). [Jopixka | — mapkepu MmoznekynsipHoi Baru, 100 bp Ladder; 2, 3 — 23 CAG-nostopu; 4 — 49 CAG-

noBropy; 5 - 54 CAG-noBropis; 6, 7 — 23 CAG-11oBTOpIB.

Tabaws 3. Kinekicte Ta wactota CAG-oBTOpiB reHa AR y 4os10BikiB 3 migo3poto Ha CEMA

Kibkicrs CAG-noBTopis Yonogiku 3 migo3poio Ha CEBMA, n=30
n Yacrora, %
49 3 10,00
23 9 30,00
30 5 16,67
34 8 26,67
38 5 16,67
Q D I
_EI 1l
1
B BI K

Puc. 2. PonoBin poaunu 3 cunapomom Kenneni. B, B1, K — npo6anau 3 migreepmkernm Cuanpomom Kernneri.

JIBo€ pijHMX OpaTiB MaJv Pi3HUINO Y Billi B 5
pokiB. Y crapmoro Opara (39 p. mpobanm «By»)
JiKap TEHeTHK CIIOCTepiraB HaWBaXdi MPOSBU
CBMA (mouatok mepmux mposisiB 3 31 p.). YV npo-
Oanna «B» cmocrepiranacs — nopyieHna xoja, cia-
OKIiCTh y M 533X HIir, IIBUKA BTOMIJIIOBAaHICTb, Tpe-
MOp, M’SI30Bi CYJJOMH, JU3apTpisi, MOpPYIIEHA MOBA.
VY nBox inmux OpatiB «B1» ta «K» (060€ Bikom 32
p.) croctepiranucs Tinbku nepiri cumtomu CBMA:
CJTa0KICTh Y M’sI3aX HiT, IIBUJIKA BTOMJIFOBAHICTb.

Cungpom Kenneni — pinkicHe X-34erieHe
peliecuBHE 3aXBOPIOBAHHS, IO MOTPedye po3poOKH
cnenudiuHux OGiomMapkepiB, Ui 3’sCYyBaHHS IaToO-

TEHHOTO TPOIECy, Ta TOJNETIICHHS PaHHBOT JIiarHo-
CTHKH.

BucHoBku

1. HanaromkeHo Ta BBEICHO B IEpelik 00-
CTeXEeHb JabopaTopii TEeHETHYHHWX JOCHTIIKEHb
METOJIMKY aHalli3y eKCHaHCil TPUHYKICOTHUIHUX
HIOBTOPIB AR reHa aHIPOTeHOBOTO PELENTOpA.

2. IIpoBeneHO MOJEKYISPHO-TE€HETUYHE N10-
CIIJIKCHHSI €KCMaHCIi TPUHYKJICOTHIAHUX IOBTOPIB
reHa aHjaporeHoBoro perenropa AR y 30 oci6 3
migo3poro Ha cunapoM Kenneni. Y 5 mpoOaHuis
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TpeTsk B. I., Tupkyc M. A., Bakym X. 4., 3actasHa [. B., AkonsH I'. P.

JociipkyBanoi Tpymu  BcranoBieHo 38 CAG- HoBJIeHO 49 CAG-1moBTOpiB y TeHi AR, mo 3acBia-
TTOBTOPIB (BEpXHS MeKa HOPMH) YUJI0 HAsABHICTH cHHIpoMY KeHnesi.

3. Cepen oOcCTexeHOI TpynH TAIli€HTIB
3HaAl/ICHO POJAMHY, B Ki y TPhOX YOJIOBIKIiB BCTa-
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STUDY OF TRINUCLEOTIDE CAG-REPEATS EXPANSION IN ANDROGEN RECEPTOR GENE AMONG
PATIENTS WITH SUSPECTED KENNEDY’S SYNDROME

Aim. To perform a molecular genetic study of CAG-repeat expansion in androgen receptor gene AR in individuals with
suspected spinal and bulbar muscular atrophy (Kennedy’s syndrome). Methods. Clinical and genealogical, method of
differential diagnosis, DNA isolation and purification, molecular genetic: polymerase chain reaction, electrophoresis in
agarose gel. Results. A molecular genetic study of trinucleotide CAG-repeats expansion in androgen receptor gene in
30 people with suspected Kennedy’s syndrome was performed. In 5 probands of the study group, 38 CAG repeats (the
upper limit of the norm) were established and in 27 examined patients, the number of CAG repeats did not exceed 37
(the norm). Among the examined group of patients, was found a family in which three men had 49 CAG repeats in the
AR gene, which confirmed the presence of Kennedy’s syndrome. Conclusions. Kennedy’s syndrome is a rare X-linked
recessive disease that requires the development of specific biomarkers to clarify the pathogenic process and facilitate
early diagnosis.

Keywords: Kennedy’s syndrome, AR androgen receptor gene, CAG trinucleotide repeats.
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