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NepiAnyn

Elcaywyn

To ocUvépopo Turner gival pia yevetikiy dtatapoayr mou xapaktnpiletal otnv nAsoPndia tov ano nAnpn
(novoowpia, 45,X0) 1}, AlyOTEPO CUXVA, HEPLKI QMOUCLA TOU XpWHOOWHATOC X. To LooXpwpocwua X,
anoteAei onavia doptkn avwpoAio Tou GUAETIKOU XPWHOCWHATOG N oTtoia EKGNAWVETAL BE Eévav
NMLOTEPO KALVIKA POLVOTUTIO GUYKPLTIKA HE TN HOVOCWHIA, YUAUTO, TETOLOU i60UG SOULIKEG AVWHAALEG,
CUXVQA, MOPAUEVOUV adLAYVWOTEG HEXPL TNV ednPBeia | Kaw TNV evAAiko {wn. H dpawvoturmikn avti
eTeEPOYEVELN KaBLOTA Suoxepn TV POyvwon Kot tn cURBOoUAeUTIKA KaBodRynon, TGG0 MPOYEVVNTIKA
000 KOlL LETOLYEVVNTLKA.

Nepypadn neplotatikov

Napouoidletal n nepintwon KopLrtolov nAwkiag 3,5 etwv, to onoio npoonABe to 2017 oto latpeio
Avarntuélakng Kot Zuunepidpoptkng MNadiatpikng Aoyw Amiag dtatapaxng apdpwonc. Katd tnv KAwikn
g€€taon mapatnpnOnKoV EKCECNUACHEVEG OSOVTLKEG AAAOLWOELG, 1N AOSLOOEVEG OE AVETAPKN
OTOMATLKN UYLELVE, YEYOVOG IOV 081ynoe otn olotaon YEVETIKOU eAEyxou. O KapuoTuToG avESELEE
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46,X,i(Xq), oupupato pe cuvdpopo Turner e LoOXPWHOCWHA Xq. EKTOTE, N acBevi¢ mapakolouBeital
CUOCTNHOTIKA a0 SLEMLOTNOVLIKN opada (avantu§loAoyo, ev6oKpLvoAdyo Kol oSovtiatpo), pe
e€apeTikn KAWIKA Kat avantuélakn ékBaon otnv nAkia twv 11,5 eTwv, avadetkviovtog 0TL CHHOVTLKOG
apLOpo¢ madwv pe oluvépopo Turner pumopet va mapouotdlet oAU KaAn AELTOUPYLKOTNTA KAl TToLoTNTA
{wNG, YEYOVOG TTou KaBLotd LéLaitepa amattntikng TNV NPoyevvntiki cupBoulsutikn kaBodnynon.

Zuunepacporta

H napoloa nepintwon avadelkvUEL T onUaoia TG TPWLKNG Stdyvwong, TG SLemotnoviking ppovtidag
KOIL TNG TEKHNPLWHEVNG, KN KATEUOUVTIKAG CUBOUAEUTIKNG KaBodynong, T0co otn Slaxeiplon Tou
ouvdpopou Turner 660 Kat oth AYPn anopAcewv ano TV OLKOYEVELAL.

Né€eig kAeldia: ouvSpopo Turner, LOOXPWHOOWHA X, 050VTIKEG AAAOLWOELG, TIEPLYEVVNTIKH GUUBOUAEUTIKNA

EIZATQIH

To oUvbpopo Turner amotelel yevetlky vOoo Ue
ocuyxvotnta mepimou 1/2.500 yevvroslg OAAEwWY atopwy
Ko opileTal amd TNV MARPN A HEPLKNA ATWAELA TOU €VOG
a6 ta Svo X xpwpoowpata [1,2]. H mAslovotnta tTwv
TMEPUTTWOEWY (Mepimou  50%) adopd TNV KAOOWKN
povoowuia  (45,X0), evw Tmocooto Tmeplmou  25%
anobidetal 0e HWOAIKLOUO KoL TO UTIOAOLTTO 0 SOULKEG
OVWHOALEC TOU  UAETIKOU  XpwHOOWHATOC. To
Llooxpwpoowua X, pe ouyvotnta 10-12%, amotelel
XOPAKTNPLOTIKO TOpASELYUA SOULIKAG OQVWHOALOG Ko
T(POKUTITEL OO QTIWAEL E(TE TWV HAKPWV (Xq) elte Twv
Bpaxéwv (Xp) okeAwv TOU X XPWHUOOWUOTOG, HE
TOUTOXPOVO SIMTAACLAOUO TWV EVOTTOUELVAVIWY OKEAWV
[3,4,5]. OL popdég autég cuvdéovtal KAtd Kavova e
NMLOTEPO KALWVIKO GavOTUTIO O CUYKPLON LE TNV TIANPN
povoowpia  [2,4].  EWbikOtEpQ, TO  ATOMA  ME
Llooxpwpoowpa X epdavilouv cuxva LELWUEVN KapdLakn
voonpotnta kat Bvntétnta. Qotoco, xopoktnpilovral
omd KOVIiO avAOTNHA, UTIOYOVIUOTNTA Kol auénuévn
ouxvotnta autoavoong Bupeoelditidag, biwg o€
Yuvaikeg pe kapuotumo 46,Xi(Xq) (Looxpwuodowpua X pe
SUTAQOLOOUO TWV HOKPWVY KOL QMWAELX TwV Bpoxéwv
okehwv), oe  olykpwon  Ue  GA\oOUC  TUTIOUG
LOOXPWHOOWHATOG X KAl OKOUN TIEPLOCOTEPO HE TN
povoowpia [1,2,4]. 18waitepn, wotodco, sival n évtovn
dOLVOTUTIKI ETEPOYEVELD, OKOUN KoL HETOEY ATOUWVY ME
Tov (610 KOopuOTUTO, yeyovog Tou ouxvd obnyel oe
KkaBuotepnuévn Slayvwon, Wiwg katd tnv ednPeia n
okoun kat otnv eviliko Twn [1,2]. Hén amd tnv
T(POYEVVNTIKN TEPL0S0, UTIAPXOUV OPLOUEVA EUPHATA TA
ormola pmopolv va Bécouv tnv umoyia ywa cuvépopo
Turner, Le KUplOTEPA UTIEPNXOYPAPLKA ONUELD OTIWG
auénuévn  auvxevikn  Sladavela, Aspdayyslwpara,
KOPSLOKEG avwpalieg —kuplwg oTévwon Tou wbpol TG
00pTAC— Kal gpPpuikdc USpwmog [6]. Ie AUTEC TIC
MepMTWoelg, n  Slayvwon  emPefatwvetal  pEow
eMepBATIKWY HEBOSWY, OMWE N AUVIOTOPAKEVTNGN A N
AN XOpLOKWV Adaxvwyv, HE OVAAUCNH KOPUOTUTOU N
microarray, eVw 0 N EMEUPATLKOC TIPOYEVVNTIKOC EAEYXOC
omaltel  TPOOEKTIKA  gpUNVelol KAl  KATAAANAN
oupBouleutikn kaBodnynon [6,7].

Napouciaon Neplotatikov

Kopitol nAwiag 3,5 etwv npoonABe to 2017 oto latpeio
Avarntuélokng kot Tupmeptpopikng Matdlatplkig Aoyw
ATLoG Statapaxng apBbpwong. H opPXLKN
VEUPOOVATTUELOKN €KTIUNON O&v QVESELEE ONUOVTIKA
eMetlppota. Katd tnv KAk g€€tacn, wotooo,
napatnpenonkav eKCECNUACUEVEG O8OVTIKEC AAAOLWOELG,
pe moAutepndoviouo, olaitepa pikpol peyéboug Sovtia
HE alxunpen nopdoloyia, euprpata mou Sev pmopoloav
va anodobolv Oe aVETAPKI) OTOUATIKY UYLEWVH. AOYW
QUTWV TWV €UPNUATWY, ouveotnBn n Slevépyela
VEVETIKOU €Aéyxou, O omoiog ovedelée KAPUOTUTIO
46,X,i(Xq), oupBatd pe woxpwuoowpo X Kot Stdyvwon
ouvépopou Turner, pe SUTAQCLOOUO TWV HOKPWV Kol
amoucia Twv Ppaxéwv okeAWV Tou  GUAETLKOU
XpWHOOWHATOG. Metd tn Sldyvwon, To moudl €1é0n oe
CUOCTNUATIKA TtapakoAouBnon Kal TmopépPacn amo
Slemiotnuovikn opdda. e eminedo avoamtuloAoyLkAg
napakolouBnong, mapakoAouBel TPOypOUHA  ELSIKAG
oyYWyNn¢ Kat, otnv nAkkia twv 11,5 etwv, mapouaotdalel
duolohoyikr veupoavarmtullakn €kBacn Kal vonpoouvn,
ME MECO vONTIKO TNALKO €VTOG PUOLOAOYLKWY Oplwv
(WISC-V: 91-103). Anté evBoKpLVOAOYLKAG TIAEUPAC, OTNV
nAkia Twv 9 eTwv Eekivnoe Bepareia pe augntikn opuovn
AOyw KovtoU avaothpotog (<3n ekatootiaio B€on), evw
napdMnia Aappdvel Oepameio  umokatdotacng He
Bupotivn (T4) Aoyw oautodvoong Bupeoelditidac.
Mpoodata mpaypatonoibnke  €vapén  OPHOVIKNG
UTIOKOTAOTAONG UE SLASEPLLKN) XOPYyNON OLOTPOYOVWV.
Ye obovtiotplkd eminedo, umoPANONKe o€ eKTETAUEVEG
TIAPEUPACELC ATOKATAOTACNC, OL OTtOLeG cuveyilovTal £wg
onuepo pe  efOlPETIKA  AELTOUPYLKA KOl OLoBnTka
amoteAéopara. To OUYKEKPLUEVO TIEPLOTATIKO
avadelkVUEL TN onpacia TG MPWLUNG Sldyvwaong Kal Tng
OUVTOVIOMEVNG  OLETLOTNMOVIKAG — TPOCEYYLONG 0T
BeAtlotomoinon tng  pakpompoBeoung  mpdyvwong
oaoBevwv pe cvvdpopo Turner.

Zulfton

To MapOV MEPLOTATIKO UTIOYPAMULIZEL TN oXEoN METAEL TNG
OMWAELOG TUAMUATOC TOU GUAETIKOU XPWHOCWHATOS X Kol
™¢ eudaviong aMolwoswv otn  popdoloyia Twv
KPOVLIOTIPOOWTILKWY SOUWY, KABWC Kal avVWUOALWY OTN
otopoatiky avatopio [8,9]. OuL acBeveig pe ocuvdpopuo
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Turner egpdavilouv YaPAKTNPELOTIKA OTOUATIKA Kol
080VTIKA gupnpaTa, To omoia dalvetal va oxetilovral
TO0O e SLoTapayEC TOU HeTaBOALOOU Tou aoPBeatiou Kot
Tou ¢wodopou 60O KAl HE TN MEWWUEVN Ekdpaoh
YoviSlwv Tou gumAékovtal oTtnv o8ovIoyEveon Kol
evionilovtat oto Ypwuoowpa X [8,10].  Idwaitepo
evbladépov mapouaotalel o kapuotumog 46,X,i(Xq), omwg
OTO TIOPOV TIEPLOTOTLKO, O OTOLOG E£XEL CUOYETLOTEL pE
auénuévn ouxvoTNTA O8OVIIKWY aVWUOALWY AdYw TNG
OMWAELOC YoVISiwv Tou evtomilovtal oTo BpoyV OKEAOG
ToU X XPWHOOWUATOG, OCUUMEPAaUBAvVOUEVOU  TOU
yovibiou tng apeloyevivng [3,4,5]. H yevetkn auth
anmwAela 08nyel o0 PELWUEVN 1 TIOLOTLKA QAAOLWMEVN
mapaywyrn OopdAtou (Aemtd kol €UBpOUCTO OUAATO),
ULKpOTEPO pEyeBOC oTedAvNC TwV SovTlwv —uelwon mou
propel va $ptacel €wg kol 23% OTOUG KATW TPWTOUG
voudioug— kat avénuévo deiktn tepndovag [8,9]. Ta
HopdOAOYLKA QUTA XOPOKTNPLOTIKA, 0 cuvduaoud e
OTOMOTIKEG aVwUOAlee Omwg otevly umepwa, uPnAn
UTIEPWLO.  KOUAPA KoL UTIOTAQOTIK  KATw  yvabo,
OUVLOTOUV €va SLOKPLTO OTOUATIKO GavOTUTIO TTOU UTtopEl
va AELTOUPYNOEL WE TIPWLLOG SLayVWOoTIKOG Seiktng Tou
ouvdpouou Turner [8]. IStailtepng onuaciag sivol To
YEYOVOC OTL Tta odovtikd euphuota  duvavtal va
mponynbolv TwWV GCUCTNUATIKWY 1 €VOOKPLVOAOYIKWV
ekGNAWOEWV NG vOoou, OMWE GAVNKE KAl OTO TOPOV
TIEPLOTATIKO, UTIOSELKVUOVTAG TNV AVAYKN yla au&nuévn
KAWVIKA €ypriyopon Kol £yKolpn TIOPOTTOUTT YL YEVETLKO
£€Aeyxo. H TpwLUn avayvwplon EMITPENEL TNV ePopUoyh
TIPOANTITIKWY Kol BEPATIEVTIKWY TIAPEUPACEWY, OTWG
éykalpn ¢Bopilwon, ocuvotnuatiky moaldodovTlaTpLki
mapakoAouBnon Kol ekmaldeuon TNG OLKOYEVELAG, LE
TeAkO 0ToX0 TN BeAtiwon NG OTOUATLKAC UYElag KAl TNG
GUVOALKAG TtoLotnTag {wnG.

ZupBouAsutiki kaBodnynon

To TOpOV TEPLOTATIKO OVASEIKVUEL TNV  €Viovn
dawvotuTik etepoyévela Tou cuvdpopou Turner Kol
Aewtoupyel we adopun yla mepaltépw TPOoPANUATIONS

OXETIKA HE TNV TIPOYEWNTIKA (KoL UETAYEVVNTIKA)
ouppouleutiky  kaBodnynon  [1,2]. H  yevetkn
ouppouleutiky Ba Tmpémel  va  Paoiletat  otnv

TEKUNPLWUEVN EVNUEPWON KAl OXL O KOATEUBUVTIKN
kaBobnynon (non-directive counselling), pe oegBacuo
OTNV QUTOVOWIO TNG UNTEPAG KoL TNG OLKOYEVELAG Kal
otoxo t™ ANUN evnuepwpévng amodaong (informed
choice) [7]. Kplowng onuaociag sivat n avadelEn tng
dALVOTUTIKAG €TEPOYEVELOG TOU OUVOPOUOU, KOBWE n
KAWIKA Baputnta KAl n mpoyvwon O8gv Pmopouv va
nipoBAedpBolV pe akpiPfela kal amokAElOTIKA BACEL TOU
kapuoturmou [1,2]. H oupBouleutik) odeidel va
nepthapBavel TARPN, LOOPPOTINUEVN KOl PEOALOTLKA
EVNUEPWON yla OAa Ta Tbavd oevapla-amno tov kivéuvo
evbountplou Bavatou £€wg TNV UMaApEn OTOPWV WE
ducLloAoyIKr aVATITUEN Kol AELTOUPYIKOTNTA- KABWG Kal
codn enefnynon twv Stadopwy petafd povoowpiog X,
SOULKWV avVWUOALWY Kol pwodikiopoU. IStaitepn €udaon
Tipémnel va Sivetal oto yeyovdg OTL N YyVWOTLKA avamtuén
elval ¢uololoylk OTIG TIEPLOCOTEPEC TEPLTTWOELG, ME
muBaveég aAAd Staxelpiolpeg pabnolakég SuokoAieg [1,9].
MapdAnAa, amatteitol oulAtnon OXETIKA HE  TIC
MEAAOVTIKEC OepATEUTIKEG ETIAOYEC KAl TNV LOTPLKN
mapakoAouOnaon, ouunepAauBavouevng ™me

oppovoBeparmeiag, TnG KapSLOAOYIKNAG Kal VEPPOAOYLKAG
mapakoAouBnaong kal twv Suvatotntwy urntofonBbolpevng
avamopaywync [1,9]. H mAnpodopnon Ba mpénel va
Baoiletal otnv eAntida kal oxL otov $poPo, e cuotacn yla
VEVETIKI] OUUPOUAEUTIK) TOOO TPV OCO KOL MUETA TN
Slayvwon (pre-test kat post-test counselling) [7]. TéAog, n
oulNTNon yla TNV TPoyevvnTKn Stayvwon Sev Ba mpémel
va odnyel oe mpokatdAnyn £€vavil Twv oTOPWV LE
QVaTnpPLleG N va eVIOXUEL EUYOVLOTIKEG QVTIANPELS, EVW
elvatl ovolwdNG N ot PLEN TWV OLKOYEVELWV TIOU ETUAEYOUV
TN OUVEXLON TNG KUNONG KOL N TIOPOIIOWT) TOUG Of
kataAAnAa Siktua umootipténcg [7]. H cupBouleutikn oTto
oUvbpopo Turner €oTlAlEL OTNV TPOYVWON KOL OTLG
avaykeg ppovridag, oxL otnv afia tng {wng.

Zupmépacpa

H mpwiun avayvwplon tou ouvdpopou Turner, 18iwg
MEOW ATUTIWV 1 TIPWIHLWY KAWLIKWY SEKTWV OMWG T
OTOMOTLKA KOl 000VTLKA EUPHUOTO, OE CUVOUAOUO LE TNV
EyKaLpn YEVETIK Olepelivnon, EMUTPEMEL TNV AUEON
£vapen oTOXEUUEVWY TIOPEUPBACEWY KAl TN CUCTNUATLKA
Slemotnuovikn  mapakoAouBnon. H  oAokAnpwpévn
dpovtidba amd e€eldikeupévn opado  EmAyYEALATLWV
vyeiag¢ Ouvatal va PeATIOTOMOWOEL TN OCWMATLKA,
avarntuélakn Kal PuYoKoWwWVLIKN €kBaocn tTwv acBevwy,
HeTaTpémovtag pia Suvntika ayxwdn dayvwon oe
niopeia BeTikAG Kal Aettoupylkng e€€AENG. NMapdAinAa, n
TEKUNPLWUEVN,  HUN  KATEUBUVTIKA  CUPPBOUAEUTIKA
kaBodnynon Sladpopatilel KaBoploTIKO POAO, KABWG

ETUKEVTPWVETOL otnv Tapoxn LOOPPOTINHUEVNG
EVNUEPWONG OXETIKA HE TNV TTPOYVWON, TN PALVOTUTIKN
ETEPOYEVELA  KOL TG OUVOTOTNTEG  LATPIKAG Kol

PUXOKOWWVIKAG UTooTApLNG Tou Tmadloy Kol TNG
olkoyévelag. H mpoogyylon aut  evioxUeL TV
evnuepwuévn ANPn amoddoewv, Mpodyel tnv eAmida
€vavtl Tou $pOPou Kol UTIOYpOUpilel OTL, HE €ykalpn
Slayvwon kal KatdAAnAn ¢povtida, mMoAAQ dtopa e
oUvSpopo Turner PmopoUV va EMITUXOUV GUGCLOAOYLKNA
QVATTUEN, AELTOUPYIKOTNTA Kol Ko tototnta {wng.

From Early Diagnosis to Favorable Outcome:
A Case of Turner Syndrome with X
Isochromosome and Implications for
Genetic Counseling

Vasiliki Psaromiligkou MD, Effrosyni Tsekoura MD, MA, PhD
Developmental and Behavioral Pediatrics Department, Pediatric
Division,

Asklepieio General Hospital, Athens Greece

Abstract

Introduction

Turner syndrome is a genetic disorder most commonly
characterized by complete monosomy (45,X) or, less
frequently, partial absence of one X chromosome. X
isochromosome represents a rare structural abnormality
of the sex chromosome and is typically associated with a
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milder clinical phenotype compared to monosomy,
consequently, such structural abnormalities often remain
undiagnosed until adolescence or even adulthood. This
phenotypic heterogeneity complicates both prognosis and
genetic counseling, in the prenatal as well as the postnatal
period.

Case Presentation

We present the case of a 3.5 year old girl who was referred
in 2017 to the Developmental and Behavioral Pediatrics
Clinic due to mild speech difficulties. Clinical examination
revealed remarkable dental anomalies that could not be
attributed to inadequate oral hygiene, prompting genetic
evaluation. Karyotype analysis demonstrated 46,X,i(Xq),
consistent with Turner syndrome with an Xq
isochromosome. Since diagnosis, the patient has been
under systematic follow-up by a multidisciplinary team,
including a developmental pediatrician, endocrinologist,
and dentist, with excellent clinical and developmental
outcomes at the age of 11.5 years. This case highlights that
a substantial proportion of children with Turner syndrome
may achieve very good functional outcomes and quality of
life, rendering prenatal counseling particularly
challenging.

Conclusions

This case underscores the importance of early diagnosis,
multidisciplinary care, and evidence-based, non-directive
counseling in both the management of Turner syndrome
and the family’s decision-making process.

Key words: Turner syndrome, isochromosome X, dental
abnormalities, perinatal counselling
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