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JOCJIIIKEHHS EKCITAHCII TPMHYKJIEOTUJIHUX CAG-IIOBTOPIB TEHA
AHJPOTEHOBOI'O PELEIITOPA Y ITAIOIEHTIB 3 NIJO3POIO HA CUHJIPOM KEHHEJI

Mema. TlpoBecTH MOJNEKYISIPHO-TEHETUYHE
TOCITIKEHHS €KCITaHCii TPUHYKICOTHIHUX ITOBTO-
piB reHa aHApPOTeHOBOro peuentopa AR B ocib 3
MiJJO3pOI0 Ha CHUHOOYJIKOApHY M’30BY arpodiro
(cuHIpPOM Kenneni). Memoou. Kiiniko-
TeHEATOTIYHNMA, MeToa nudepeHIiiaoi AiarHoCTH-
ku, BuAieHHs Ta ouuineHHs JIHK, monekynspHo-
TeHEeTUYHI: ToJIiMepa3Ha JIAHIFOTOBa PEakilisi, ene-
KkTpodope3 B arapo3Homy reidi. Pezyromamu. Ilpo-
BEJICHO  MOJICKYJISIPHO-TCHETUYHE  JOCIIIKESHHS
€KCIaHCI1 TPUHYKICOTHIHUX IMOBTOPIB T'eHA aHIPO-
reHoBoro penenropa AR y 30 ocibd 3 migo3poro Ha
cuaapom Kennemi. Y 5 mpobaHmiB q0CIiTKyBaHOT
rpynu BcraHoBieHO 38 CAG-noBTOpiB (BepXHS
MeXa HOpMH) Ta y 27 0OCTeXyBaHHX Ialli€HTIiB
kinmpkicTe CAG-TIOBTOpiB He TmepeBumnyBaia 37
(Hopma). Cepen o0OCTEeXKeEHOI TpymnH MAI[iEHTIB
3HAl/ICHO POJAMHY, B AKiIH y TPhOX YOJIOBIKIB BCTa-
HoByeHO 49 CAG-moBTOpIB y TeHi AR, 1o 3acBin-
YUI0 HasSBHICTH cuHApoMmy Kennemi. Buchosku.
Cunnpom Kenneni — pinkicue X-34erieHe peLecu-
BHE 3aXBOPIOBaHHA, IO MOTpeOye po3poOKH crie-
nugigaEX OiomMapkepiB A 3°SICYBaHHS NATOTEH-
HOTO TMPOIIECY Ta MOJIETIICHHS PaHHbOI JIarHOCTH-
KH.

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

CrnnHo-06yns0apHa M’s130Ba aTpodis
(CBMA), Takox Bimoma sik cuHapom Kenneni — X-
3YEIJICHE PELeCUBHE 3aXBOPIOBAHHS, L0 XapakKTe-
PHU3YETBCS TPOTPECYIOUOI0 M’ SI30BOIO CITAOKICTIO.
e pigkicHuii po3naja i3 MOLIMPEHiCTIO B €Bpori
Bix 1 mo 2,5/100 000 gomogikiB [1]. 3HayHO YacTi-
I11e B MOPIBHAHHI 3 IHIIMMH €THIYHIMH TOITYJISIis-
mu Cunzapom KenHeni 3ycTpidaerbesi cepes SIIOH-
LiB, IO MOSICHIOEThCA €(EeKTOM 3acHOBHHUKaA. JlaHe
3aXBOPIOBAHHS BHKJIMKAaHE EKCIIAHCI€ro (30UThIIEeH-
HsM) TpuHykKiIeoTHaHux 1oBTOpiB (CAG)y mep-
IOMY €K30HI TeHa AR aHAPOTeHOBOTO peLenTopa.
Braxaerncs, mo xBopoda Kennemi Moxe BpaxkaTH
JUIIE 4YOJIOBIKIB, Xouya OYyJM OMMCaHI BHIAJKH,

KoJu rerepo- abo romosurotHa excnancis CAG-
MTOBTOPIB y T€HI AR pHU3BOAMIIA Y KIHOK JI0 MOSBU
JIETKOi CHMOTOMAaTHKH JAHOTO 3aXBOpIOBaHHA. Bik
MOYaTKy 3aXBOPIOBaHHS 3a3BUYail MpHUMafae Ha
TPETE-TI’ATE ACCATHIITTS KUTTS, IPOTE € MTOBIIOM-
JIEHHS 1 TIPO paHHIO MaHidecrario [2].

Cunzapom KeHHeni onmucyeTbesi HU3KOIO HEB-
POJIOTIYHHMX MOpPYIIEHb, CEpeA SKHX CIAOKICTh Y
JTUCTATLHUX Ta TPOKCUMAIBHUX M'sI3aX, CYIOMH,
YacTi MajiHHSA Ta CKIAJIHOCTI 3 XOAb0OK, Tpemop,
atpodis M'SI31B NPOKCUMANbHUX Ta JUCTAIBHUX
BB, KOHTPAKTypa CyTi00iB, MOPYIICHHS KOB-
TaHHS Ta MOBH, CIIA0KOCTI AMXAIBbHOI MYCKYJaTy-
pu. Cepen €HOOKPHUHHUX PO3JIaJiB BiA3HAYAETHCS
3HIKCHHSI YyTJIMBOCTI JO aHIPOTEHIB: TiHEKOMac-
Tist, aTpoist €90k, omiro- abo azoocmepmis [3].

HiarHo3 cnuHOOynsOapHa M’s30Ba aTpodis
(Cunnmpom Kenneni) miaTBEpKYETHCS 32 JTOTOMO-
IO  MOJIEKYJISIPHO-TEHETHYHOTO ~ TECTYBaHHS Y
YOJIOBIKIB, IO MaloTh y TeHi AR > 39 mosropiB
CAG. I'en AR (anrn. androgen receptor) IoKami3o-
BaHWH Ha JIOBromy Iuredi X-xpomocomu (Xql1-12)
Ta KOIy€ aMIHOKHCIIOTHY TIOCIIJOBHICTh OiTKa
AHJIPOT€HOBOTO PELENTOpa, SIKUM aKTUBYETHCS il
JIEI0 TECTOCTEPOHY Ta IWTIAPOTECTOCTEPOHY 1 €
TpaHckpuniitauM daxtopoMm [4]. I'er AR cknana-
€ThCSI 3 BOCBbMH €K30HIB, 1110 KOJIYIOTh YOTUPU OiJI-
KOBI JJOMEHHM: JIOMEH aKTWBalil TpaHCKpumuii (eK-
30H 1), JHK-3B's13yrounii momen (exzoHu 2 i 3),
NETIHOBUI JOMEH, IO CKIANAETHCS 3 IBOX elieMe-
HTIB «IIMHKOBHX NAIbIiB» (€K30H 4), Ta TOPMOH3B'-
sa3yrounii foMeH (ex30Hu 5-8). s rena AR xapak-
TepHa HASBHICTE Y |-My €K30HI IOCIIIOBHOCTI
noBropiB CAG (UMTO3WH-aCHIH-TYaHiH), KiJb-
KICTh SKHX MOKE€ 3HAYHO 3MIiHIOBAaTHCH (Bix 8 m0
25) y pizuux mopei. Tpumurer CAG xoxye amiHo-
KUCJIOTY TIyTaMmiH, i MPH 3MiHI KUIBKOCTI HYKJIEO-
tuaiB CAG-1OBTOpIB 3MIHIOETHCS BIAMOBIAHO 1
KUTBKICTh aMiHOKHCIIOTH TIIyTaMmiHy B Oinky. [oc-
JIDKEHHS TIOKa3yI0Th, 10 MeHIi KiibkocTi CAG-
MIOBTOPIB BiANOBia€ MEHIIMK CTYMiHb KOH(OpMa-
MIHHUX 3MIiH perenTtopa i, SK HaclifoK, OLThIINit
CTYHiHb 3B'SI3Ky B KOMIUIEKCI TOPMOH-PEIETITOP,
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IO OPU3BOAUTH 0 aKTHUBaUil TpaHckpummii. 3i
30uThImeHHM KiTbKOCTI CAG-TIOBTOPIB TpaHCKPH-
miiiiHa akTuBHICTh AP mamae. He3Baxkaroun Ha Te,
o 30inpmenHs: CAG-IOBTOPIB 3MIHIOE CTPYKTYPY
aHAporeHHoro pemnenrtopa (4R), HE3pO3yMiNO, SK
3MIHEHHH OUIOK MOPYIIy€e HEPBOBI KIITUHU TOJIOB-
HOTO Ta CIIMHHOTO MO3KY. JlocmikeHHs TOKa3aiH,
mo ¢parmeHt Oinka AR, IO MICTUTh CETMEHT
CAG, HakomU4yeThCS B IUX KIIITHHAX, MEPEIIKo-
JDKAIOYM  HOpMaJbHOMY (YHKIIOHYBaHHIO —KJIi-
THH [5].

Po3mip ekcmancii KOpemnroe 3 TSHKKICTIO CHM-
NTOMAaTHKH, PIBHEM MEHETPAHTHOCTI Ta 4acoM Iie-
plIuX MposBiB 3axBopioBaHHs [6]. IcHye 3BOpoTHa
KOpeJsIIiss MiXk KiabKicTio mMoBTOpiB CAG i1 BikoM
MOSIBM cUMNTOMIB cuHapomy Kenneni. Sxiio po3r-
JSIIaTH HEMOTOPHI NPOSIBY, LIEH 3B 30K HEOUEBU-
auid. Kopermsmist Mk kinmbkictio moBTopiB CAG i
PYXOBOIO HEJIOCTATHICTIO MOXKE CTAHOBUTH JIHIIE
60 % crocTepeKyBaHOI KIIIHIYHOT FeTePOreHHOCTI,
o0 BKa3ye Ha HaABHICTh IiHMMX (aKTo-
piB: TEHETUYHHX, CIMIeHETHIHNX a00 SKOJIOTIYHHUX,
IO BiAIrpaloTh BAXJIMBY POJIb y PO3BHUTKY KIiHIY-
HOro cuHApoMy. [IpuknazoM LBOrO € HasBHICTDH
3HaYHOI (DEHOTHIIOBOI BapiabETBHOCTI B MeKax
ONHI€1 pOAWHM, HE3BaKAIOUM HAa OJHAKOBY KiJb-
kicte moBTopiB CAG [7]. Kopensuiiinuii anami3
MiX KinbKicTio oBTOpiB CAG Ta enektpodiziosno-
TIYHUMH iHJIEKcaMu OYyB HEMOCIHITOBHUM. BBaxa-
€ThCS, 110 BUCOKA KUIBKICTh TOBTOPIB MEPEBAIKHO
MOB’s13aHa 3 PYXOBUMH aHOMAJIisIMH, TOAI SIK HU3b-
Ka KIJIBKICTH TTOBTOPIB B OCHOBHOMY IPOSIBISIETHCS
B CEHCOPHUX 3MiHax. Ba)JIMBO BiJj3HAYUTH, 1110 BiJ
[OYaTKy CJa0KOCTI JI0 JIIarHOCTUKU  CIIUHO-
Oyip0apHOi M’s130BOi aTpodii B CepeHbOMY TPO-
xomuTh moHax 5 pokiB [8]. Takum umHOM, icHYE
KpUTHYHA noTpeba B po3podui crneuuidHux uis
3aXBOPIOBaHHS OioMapKepiB, IS 3’ ACyBaHHs MATO-
TEHHOT'O TPOIEeCy, a TaKOX IOJICTTICHHST PaHHBOI
miarmoctuku CEMA.

Mertoro 1aHOTrO AOCIHiIKEHHS 0YJI0 MPOBECTH
MOJICKYJIIPHO-TEHETUIHE JOCITIHKCHHS — SKCITaHCii
TPUHYKJICOTHIHMX IOBTOPIB I'€HA aHIPOTE€HOBOTO
penentopa AR Boci0 3 MmiIO3pO0 Ha CIUHO-
Oynms0apHy M’ s130BY arpodito (cuHaapoM Kennei).

Martepianu i MmeTonmn

Marepianom JOCHTIKEHHS CIIyTYBaIH 3Pa3KH
JHK, Bunineni 3 knitTuH nepudepiiiHol KpoBi naii-
€HTIB 3 TiI03poto Ha cuHapoM KeHneni, siki oOcTe-
KyBaHCh y JIBBIBCBKOMY OOJIACHOMY MEIUKO-

renetnuyHoMy UeHTpi Y «lHCTHTYT cnankoBoi
nmatonorii HAMHY». BumineHHs Ta OYMIIEHHSA
JHK 3 neiikouuTiB nepudepiitHoi KpoBi MpoBOIH-
JIU METOIOM BHCOJIOBAHHA. AHANII3 KUIBKOCTI
CAG-mioBTOpiB ¥ 1-My €K30HI TeHa AR TIPOBOIVIH
3a goromoroto [IJIP [9]. ns ¢mankyBaHHS 10CHi-
JOKYBaHOI JUISHKYA T€Ha BUKOPUCTOBYBAIIM HACTYTI-
Hi Tipaitmepu (Tabi. 1).

Pe3yabTaTu Ta 00roBOpeHHs

Ha mizcraBl KIIHIYHHMX, T€HEAJIOTIYHUX Ta
KITIHIKO-Ta00paTOpHUX OOCTEXKEHB, SKi IPOBOJIH-
mucst B 1Y «lHCcTHTYT cmagkoBoi matonorii HA-
MHY» Tta JIbBIBCBKOMY MEIUKO-TCHETHUHOMY
HeHTpi, cHOPMOBAHO TPYMy MALIEHTIB YOIOBIYOL
ctati 3 30-tu ocib crapue 20-TH POKIB 3 KIIHIYHH-
MH O3HaKaMH, XapakTepHUMH Al cunapomy Ken-
Heni. Jlani mpobanay He TiAnaxamy i JiarHo3u 31
cxoxxumu cumnromamu 1o CBMA Takumu sk: mpo-
rpecytoua M’s30Ba aumctpodis Jromenna/bekkepa
(IIMB) ta cminanbHa M’si30Ba arpodis (CMA).
Binbime Toro, mi miarHo3u Oy BUKITFOYEHI MOJIe-
KYJSIPHO-TEHETHYHO, OCKUIBKM BCIM TIaIlieHTaM
MPOBENH AOCIHIIKEHHS MOINPEHNX MYTaliil TeHiB
SMNI ta DMD.

[IpomykTn amruTidikamii Bi3yadi3yBaad M-
XOM TPOBEJCHHS elekTpodope3y y 2 % arapo3Ho-
My Telni, SKHi MiCTHB OPOMHUCTUH eTH[iil, Ta cka-
HYBaJId Ha yIbTPadiorIeToBOMY TpaHCITIOMiHATOPI
«ECX-15.M» (Vilber Lourmat). Pe3ynbratu cka-
HYBaHHsI arapo3HuX relliB 3HIMaJIM LU(PPOBOIO Ka-
Mmeporo «Gellmager» (Helicon). O6pobky 300pa-
JKEHb 31MCHIOBAJIM Ha KOMII FOTEP1 3a JIOIOMOTOI0
nporpamu Gel Explorer 2.0.

OcHoBHUMU KIiiHIYHUMH TIposiBamu CBMA €
cnadKicTh y M’si3aX Hir, MOpylIeHa XoAa, IIBHJIKa
BTOMJIIOBAHICTb, BCTaBaHHS «JAPaOUHKOIO», Tpe-
MOp, M’SI30BI CYJOMH, TIHEKOMACTis, AW3aPTPis,
mucaris Ta nopyuiera mosa. Cepej AOCHIKyBa-
HHUX 0ci0 y BCiX criocrepirajacs LIBHJKa BTOMIIIO-
BaHICTh, CJTAOKICTh y M s13aX HIT Ta MOPYIICHA XOa.
VY 12 (40 %) nuzaptpis, y 8 (27 %) nopyiuiena mo-
Ba, y 10 (33 %) tpemop, y 4 (13 %) rinexomacris,
OCKinbKH, OJHUMH 3 OCHOBHHX KPHUTEpIiB OIIHKH
CTaHy M’SI30BHX BOJIOKOH BW3HaHi 0lOXIMiyHI Map-
KepH Taki sik: kpearunkinaza (CK), nakraraerigpo-
reraza (JII'), amanin Ta acmaprar TpaHchepasu
(AnT, AcT) B cupoBarui KpoBi, yCciM Nali€HTam
OyJ10 MpU3HAYECHO 3/1aTH AaHi TECTH.
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Tabmuns 1. [ocainoBHiCTh MpaiiMepiB Assl GpIaHKyBaHHS AULSTHKH 1-ro ex30Ha reHa AR

Hazsa

ITocnigoBHICTE

ARA(WALSH)F

5’ACCGAGGAGCTTTCCAGAAT3’

TAMRA-ARA(WALSH)R

5’CAGCTGAGTCATCCTCGTCCG3’

[Toka3HuKM KOHIEHTpawii AaHUX (hepMeHTiB
Oyiu miABHIIEH] Y OLIBIIOCTI OCIO JOCHTIIKYyBaHOT
rpynu: kpearnnkinaza CK y 26 (86 %), makratue-
rigporenasza JII' y 16 (53 %), ananin Tpancdepasa
AnT y 12 (40 %) ta acnaprar Tpancdepaza AcT y
13 (43 %). BaxxnuBe Miciie 3aiiMae €H3MM KpeaTH-
HKiHa3a, OCKUIBKH WOTO KOHIICHTpAIlis HalBHUIIA B
M’SI30Bill TKaHMHI, Ta BiH NMPAaKTUYHO BIJICYTHIH B
TIEYiHIll Ta epUTpoIUTaX. 30IIBIICHHS CHPOBATKO-
BUX €H3HUMiB, i 30kpema CK, nepenye mosiBi KiiHi-
YHHUX TMPOSABIB XBOPOOH, IO € BKIMBHUM JiarHOC-
THYHAM KputepieM. Y 19 npobannis (73 %) piBeHb
KpeaTWHKiHa3u TnepeBuilyBaB HopMmy y 100-200
pasiB, IIO € [JOCTOBIpHUM MapKepOM TIIHOOKUX
MOpYIIeHb y M’ s3aX.

BaxnmuBuMH JiarHOCTHYHHMHU  KPUTEPisMH
CBMA € TakoX MOKa3HHKH eJeKTpOHEeHpomiorpa-
¢ii (EMI'). EMI" — me cmoci6 ¢yHKIiOHATBHOL
JIarHOCTHKH, IO JO3BOJISE BUSBUTH MOPYIICHHS B
poboTi M's3iB 1 mepudepuyHHX HEPBiB. 3aBISIKH
npoeaeHHr0 EHMIT BepxHiX 1 HIKHIX KiHITIBOK
MOJKHa JiarHOCTYBaTl HEPBOBOM SI3€Bi 3aXBOPIO-
BaHHs Ha pPaHHIX CTalisfX, KOJM Y Malli€eHTa BiJCyT-
Hi OyIlb-5IKi CKapru abo CUMITTOMH. Y Ci TAIiEHTIB 3
JOCIIKyBaHOI rpynu Manu nposeneny EMIT. V 27
(90 %) ma EMI" netrekryBanucs 3MiHU IO MiOIMAaTH-
ggomy THmy. Y 12 (40 %) mamieHTiB BHABIEHI
O3HAaKU aKCOHAJILHOI MOTOHEHPOHHOT MOJIiHEHPO-
naTii KiHI[IBOK, IO € OJIHUM 3 OCHOBHHX KPHUTEpiiB
CEMA.

Hnst

niarHozy

MiATBEP/PKEHHS YU
«cuHgpoM  Kennemi»

CIPOCTYBaHHS
YOJIOBIKaM

TPOBOJIMIN MOJIEKYJISPHO-TEHETUYHE JOCIIKEHHS
eKCHaHCii TPUHYKJICOTHIHUX MOBTOPIiB. Y SKOCTI
KOHTPOJIIO, BHKOPHUCTOBYBAJIH KOHTPOJBHI 3pa3Ku
JHK 3 Bigomoro kinbkicTio CAG- moBTOpIB y reHi
AR. KinbpKicTh TOBTOPIB paxyBaji 3a JOIOMOTOI0
Tabnuui 2, y sKii HaBeJeHO Bary aMmIuli(ikoBaHUX
(dbparMeHTiB y CHiBBiIHOIICHHI M0 KimbKocTi CAG-
MOBTOPIB.

ExcnaHcito [JeTeKkTyBaad 3a JOIOMOTOIO
araposaro remo (puc 1). Hopixkku 2, 3 —
KOHTpPOJIbHI BapiaHTH ajeneil 3 HOPMAaJbHOIO
kinbkicTio CAG-noBTOpiB (10 38 moBTopiB), 4 — 49
moBTopiB (cumHIOM KeHHemi), 5 — KOHTPOJBHHMA
3pa3ok anenb 3 54-ma CAG-moBTopamu. 6,7 — 23
CAG- noBTopH(BapiaHT HOPMH).

[IpoanamizoBano 30 3paskiB [JHK Ha
IpeIMeT BHSBICHHS EKCIIAHCII TPUHYKICOTHIHHX
noBtopiB reHa AR. Cepex oOcTexeHoi rpynu
qoNoBiKiB y 9 cmocrepiraBecs anens 3 23 CAG-
nostopamy, y 5-ti — 3 30 CAG-nioBTopamu, y 8-Mu
cnoctepirascs anens 3 34 CAG-noBropamu. Y 5-tu
npoOaHiB JIETEKTOBOHO 38 TMOBTOpIB, IO €
BEPXHBOIO MEXEI HOPMH. Y JAOCHiAHIA Tpymi
qoJIoBIKIB 3HaiimeHo 3 Bumagku 3 49 CAG-
MOBTOPAMH, IO 3aCBIIYHUJIO HASBHICTH CHUHAPOMY
Kenneni (Tabm. 3).

Orxe, B  pe3yJbTaTi  MOJEKYJSPHO-
TCHETUYHOTO aHAJIi3y Cepe]l MAIiEHTIB 3 MiA03POI0
Ha cuHIpoMm KeHHeni HamH BHUSIBIEHO POAWHHHI
BUITAI0K JAaHOTO 3aXBOPIOBAaHHSA (pHC. 2).

Ta6mnuus 2. CnieigHomenHs Baru ¢pparmenTiB JIHK no kinskocti CAG-noBTopis

Mou. KinbkicTh Mou. Kimpkicts | Mon. | Kinbkicte | Mon. | Kimekicts | Mo | KinbkicTh
Bara. CAG- Bara. II. CAG- Bara. CAG- Bara. CAG- Bara. CAG-
1. H. TIOBTOPIB H. TOBTOPIiB | 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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<+— 502 m.H.
<— 409 m.H.

Puc. 1. Enexrpodoperpama ¢parmenta JJHK, mo mictute Tpunykineorunsui nosropu CAG rena AR (2 %
araposHuii rens). Jlopixkka 1 — mapkepu monekyispaoi Baru, 100 bp Ladder; 2, 3 — 23 CAG-nostopy; 4 — 49 CAG-

noBtopw; 5 - 54 CAG-noBropis; 6, 7 — 23 CAG-1oBTOpiB.

Tabams 3. Kinekicte Ta wactota CAG-oBTOpiB reHa AR y 4oi0BiKiB 3 migo3poto Ha CEMA

Kibkicrs CAG-noBTopis Yomnogiku 3 mino3poio Ha CEBMA, n=30
n Yacrota, %
49 3 10,00
23 9 30,00
30 5 16,67
34 8 26,67
38 5 16,67
O ] 1
_D 11
1
B Bl K

Puc. 2. PonoBix poauau 3 cuaapomoM Kenneni. B, B1, K — npo6Ganau 3 miareepmkenum Cunapomom Kennesi.

JBoe pimgauX OpaTiB Mau Pi3HUINO Yy Billi B 5
pokiB. Y crapmoro Opata (39 p. mpobana «B»)
JiKap TEHETHK CIIOCTepiraB HaWBaXdi MPOSBU
CBMA (mmouarok mepmux mposiiB 3 31 p.). Y mpo-
Oanna «B» crmocrepiranacst — nmopyiieHna xoja, cia-
OKIiCTh y M’s13aX HIr, IIBUKA BTOMIJIFOBaHICTb, Tpe-
MOp, M’SI30Bi CYJJOMH, JH3apTpisi, MOpPYIIEHA MOBA.
VY nBox inmmx OpatiB «B1» ta «K» (060€ Bikom 32
p.) cnoctepiranucs Tiabky nepuri cumtoMu CBMA:
CTa0KICTh Y M’sI3aX HIT, IIBUJIKA BTOMJIFOBAHICTb.

Cunnpom Kenneni — pinkicHe X-34ericHe
peliecuBHE 3aXBOPIOBAHHS, 110 MOTPEOYE PO3POOKH
cnermdigaux OGiomMapkepiB, Ui 3’sICyBaHHS TaTo-

TEeHHOTO TPOIIECY, Ta TOJETIIeHHS PaHHbBOI AiarHO-
CTHUKH.

BucHoBku

1. HanaromkeHo Ta BBEJCHO B IEpesiik 00-
CTeXXeHb Jaboparopii TEeHETWYHHX JOCIiKEHb
METOJMKY aHaJi3y eKCIaHCli TPUHYKICOTHIHUX
NOBTOPiB AR reHa aHIPOTeHOBOr'0 PeLenTopa.

2. TlpoBeneHO MOIIEKYJISPHO-TEHETUYHE JO-
CITIJDKeHHS EKCHaHCii TPUHYKJICOTHAHUX MOBTODIB
reHa aHaporeHoBoro perenropa AR y 30 oci6 3
migo3poro Ha cuHiapoM Kewnenmi. Y 5 mpoGanuis
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JocHipKyBaHoi Tpymu BcranoBieHo 38 CAG- HoBJNIeHO 49 CAG-moBTOpiB y TeHi AR, 1m0 3acBia-
TTOBTOPIB (BEpXHS MeKa HOPMH) YUJI0 HasSBHICTH CHHIpoMY KeHneri.

3. Cepen oOcCTexeHOI TpynH TAIi€HTIB
3Hal/ICHO POJAMHY, B AKi y TPhOX YOJIOBIKIB 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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