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atagieg (SCA)

CerebrumDX analysis by Next Generation Sequencing

AnoteAécpata

APNHTIKO

To e€etao0év deiypa Ppépel duololoyiko apldud enavaAnPewv (CAG)/ (CTA/CTG) yia Toug untdturtoug SCA1, SCA2, SCA3,
SCA6, SCA7, SCA12, SCA17 ko DRPLA.

ApBuo¢ emavaAnPewy ava | AptOog emavaAnPewy ava

Yrnotunog Ata&iag Fovidlo T e T
SCA1 ATXN1 30 (+/-1) 32 (+/-1)
SCA2 ATXN2 22 (+/-1) 22 (+/-1)
SCA3 ATXN3 20 (+/-1) 23 (+/-1)
SCA6 CANCA1A 12 (+/-1) 13 (+/-1)
SCA7 ATXN7 10 (+/-1) 10 (+/-1)
SCA12 PPP2R2B 10 (+/-1) 15 (+/-1)
SCA17 TBP 38 (+/-1) 38 (+/-1)
DRPLA ATN1 10 (+/-1) 12 (+/-1)

MeBodoloyia

OAKO yevwuikd DNA amopovwBnke amd to £€etacBév UALKG. H avdAuon tg tplvoukAeotidikng eméktaong CAG Kat
CTA/CTG mpaypoatonotbnke xpnotponolwvtag to epmoptkd Stabéotpo kit Adellgene SCAs. To OUYKEKPLUEVO KIT pog Sivel Thv
Suvatdtnta yla avixveuon TpLVoukAeoTIS LKWV emavalnPewv oe yovidla mou oxetilovtal pe toug umotumoug SCA 1, SCA 2, SCA 3,

SCA 6, SCA 7, SCA 12, SCA17 kat DRPLA. H peBodoloyia Baociletal oe otnv alucidwrtr avtibpacn tnhg moAupepaong (PCR) kat o
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€\eyxog Ley€EBoUC Tou TPOLOVTOC OV TIPOKUTTTEL YIVETOL e avAAuon $BoPLOUOU O YEVETIKO avaAuTH, 2Tn CUVEXELA TO LEYEDOG
Tou TpoiovTog PCR petatpénetal og aptBud CAG fj CTA/CTG enavolnPewv.
*Inueiwon:

KaBe poplakn avaluon €xel eowtepikn mbavotnta AdBoug 0,5-1%. Auto odelleTal 0 OMAVIA LOPLOKA YEYOVOTA KOl
TAPAYOVTEG TIOU EUMAEKOVTOL OTN TIOPACKEUT KAl AVAAUGH TWV SELYUATWV.

H cuykekpuévn pebodoloyia aviyvéuel aAAnAOpopda e EMEKTOON TPLVOUKAEOTISIWY ard 5 péxpt 200 emavaAfPeLc.

MapaAlayeg PeTATOMIONG MAOLGIOU avdyvwaong 1 TopavonUatikeég mopolhayég otn Béon mpdadeong TwWV EKKLVATWV
umopei va odnyrjoouv oe AavBaopévn ektipnon tou aptbpol emavaliewv ota aAnAdpopda. AnoteAécpato o opoluywTtia
xpnlouv emiBeBaiwong pe evalaktikn pebodoioyia.

H akpiBela otov mpoadloplopod twy enavolfPewyv eivat +/- 1 yia enéktaon tpwvoukAeottdiwv < 50 kat +/-3 petagy 50-
200.
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MAnpodopieg yra tig Emkpateic NapeykepaAidikég Atasieg (SCA)

OL KANPOVOUOUUEVEG LE QUTOOWULKO ETUKPOTH TPOTO TAPeYKEPAALOIKEG atafieg, YywoTtéG kal wg ADCA (autosomal dominant
cerebellar ataxias) 1 SCA (spinocerebellar ataxias) amotehoUv pla €TteEPOYEVA OPASA VEUPOYEVETIKWY VOOHUATWY TIOU
xopoktnpifovral anod ekbuAlon tng mapeykedaAidag kot Twv cuvbéoswv tnG. H ekpUAon auth odnyel oe aotdBela Badiong,
napeykepaldikn Sucapbpia, Statapaxeg ohOAAUOKIVNTIKOTNTAG Kal Slatapaxeg otn S€lotnNTa TwV KVNoewv. Ol EMIKPATELS
napeykepallSIkEC atatieg £xouv oUVOALKO emumoAaco mepinou 1-3/100.000 os supwmnaikolg mAnBuaopouc [1,2]. Méxpl onuepa
€xouv meplypacdel mavw anod 35 Stadopetikol TuToL SCA. Me Bdon Tn XpovoAoyia TOU TAUTOMOLHONKE 0 YEVETIKOG TOTIOC, O OMOLOG
OUVOEETOL E L0 CUYKEKPLUEVN ETUKpaTH atafia, mpootiBetal o avfwv aplBuog anod 1-37 oto akpwvupilo SCA (r.x. SCA1, SCA2,
SCA3k.ATL)[3,4]. OLouyvotepeg emikpateic mapeykedaAdikég atagieg (SCA) odeilovtal oe EMEKTACN ULOG TPLMAETAG VOUKAEOTLS LWV
(CAG) kat eivat kata ¢pBivouoa oelpd oL SCA3, SCA6, SCA1, SCA2 kat SCA7, LOAOVOTL TA TOGOOTA AUTA SLapEPOUV ONUAVTLIKA Ao

Xwpa og xwpa. Qotdc0o 6Tov EAANVLKO TTANBUGCUO TTopaTNPOUVTAL TILO CUXVA oL urtdtumol SCA 7,SCA 1 kat SCA2[4].
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Fovidio Enéktaon TpLTA£ETog ®Ducloloyiko : uinp.s:\'lnq

: Kw8Uvou yla Tnv : AeroduTikéTnTag
Atagiag ] . AlelodutikoTnTOG
gudavion vooou
(CAG)n (CAT)n (CAG)n 6-35; 39-44 39-44 CAGs
SCAl ATXN1 36-38 -
CAT interrupted (Uninterrupted)

[(CAG)n CAA (CAG)

SCA2 ATXN2 (CAG)n]n

14-31 31-32 33-34 35-500

(CAG) 2CAA AAG
SCA3 ATXN3 12-44 45-59 - 60-87
CAG CAA (CAG)n

SCA6 CACNAIA (CAG)n 4-18 19 - 2033
SCA7 ATXN7 (CAG)n 7-27 28-33 34-36 36-460
SCA12 PPP2R28B (CAG)n 7-31 3250 - 5178
SCA17 TBP [(C/?S/:g)(:ﬁA)” 25-40 - 41-48 49-66
DRPLA ATNI (CAG)n 6-35 - 3547 48-93
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