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MepiAnyn
MepiypdgovTal 2 TTEPICTATIKA VEOYVWV HE TPICWHIa 21 kal coBapd ouyyevn

uTTOBUPEOEIBIOUO, Ta OTToia £geAiXONKav dIAPOPETIKA OGOV a@opd TNV KAIVIKA TTopEia
Kal Tnv €kBacn toug, Tapd To OTI Ta dpXIK& dlayvwoTIKE €pyacTnpIiakd Toug

eupAuaTa ATav TTapouola.

AEgeig KA&1B14: ouyyevhg uTTOBUPEOEIBIONOG, oUuvdpouo Down.

Trisomy 21 and congenital hypothyroidism

M. Papassava, A. Drougia, E. Evagelidou, S. Andronikou
Abstract: This is the report of two neonates with trisomy 21 and severe congenital
hypothyroidism with different clinical course and outcome, despite similar laboratory

findings at the time of diagnosis.
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Eicaywyn

Me ouxvotnta 5-13 o€ 10.000 Cwoeg yevvnoeig, To ouvdpouo Down (DS) civai
amdé  TIGC TO  OUXVEG aiTieg METplag/ooBapnig vonTikAg kabBuoTépnong  (1).
AucAciToupyia Tou Bupeo€ldoug, 181aiTEpa UTTOBUPEOEIBIOUAG, Eival OUXVOG O€ vEOYVA
pe DS, o€ ouykpion pE veoyva xwpig DS, epdoov £xouv Bpedei xaunAoTepa eTTiTreda
Bupogivng (2). O1 Fort kai ouv (3) avagépouv 0TI éva ota 141 veoyva pe DS €xouv
TTPpWTOTTAON UuTToBUpEoEIBIONO O oUykpion e 1:3000 éwg 1:4000, oTO YEVIKO
TTANBuoud (4). O1 idiol cuyypageic emonuaivouv OTI oudeic aoBevAG €ixe ayeveaia n
EKTOTTIO TOU BUpPEOEIBOUG (3).

Ta cuuTTwHOTA Kal KAIVIKG onueia Tou uttoBupeocldiopou gival SUOKOAO va
dlakpiBouv atrd autd Tou DS (5). Eival atrodedeiyuévo 611 n ouvitrapén Twv dUo
QUTWV KATAOTACEWV ETTIBAPUVEI  TTEPIOCCOTEPO TNV  WUXOKIVNTIKA KAl  VONTIKA
TTPOYVWON auTwyv Twv TTadIwv yI' autd oTa veoyvd pe DS eival armmapaitntog o
éAeyxog TnG BupeosidIkNG  AsiToupyiag  yia  Tnv - éykaipn  évapén Beparreiog

uttokaTdoTtaong (2).

Mepiypa@n TEPITTTWOEWV

MepirTwon 1"

Mpdkeiral yia TeAEIOUNVO AppPEV VEOYVO, OEUTEPOTOKOU HNTEPAS NAIKiag 33
ETWV, TTOU YEVVAONKE PE QUOIOAOYIKO TOKETO Kal BApog yévvnong 2730 g. Katd 1
OIGPKEIO TNG KUNONG O TOKTIKOG TTPOYEVVNTIKOG €Aeyxog Oev aveédeICe TTaBOAOYIKA
eupAuara. Katd 1n yévvnon O0e XpeldoTnke avavnyn oute voonAcia otn Movada
Evrarikig NoonAgiog Neoyvwv (MENN) kai oimiotnke (UKt Siatpo®r) Xwpig
TTpoBAApaTa.  AGyw  QQIVOTUTTIKWY  XOPAKTNPIOTIKWY  TpiIowdiag 21  €yive
XPWHOOWHMIKOG €AeyXOG (KAPUOTUTTOG) O OTT0iog avedelte eAeUBepn  TpICWHIA.
AkoAoUBnoe €Aeyxog BupeoclBIKnG AsiToupyiag Adyw TTaBoAoyikrG BupeoeIdOTPOTTOU
opuévng (TSH) otnv kdpta Tou Guthrie. ZTov lMivaka 1 ava@épovtal ol TINEG TwV
BupeocIdIkKwy opuovwy Kal TG TSH Tou veoyvou. To uTtEpPnXOYyPAPNUO  TOU
Bupeoeidoug adéva ATav QUOIOAOYIKO Kal Ta AVTIOUPEOEIDIKA AVTICWHATA ApVNTIKA.
Atravinoe oTn Bepartreia utrokataoTaong Pe Bupogivn (d6on T4 10 ug/Kg/ nuépa) kai
TTAPOUCIACeEl PEXPI TwPA (NAIKIa 7 unvwv) PETPIA KOBUOTEPNON OTOV KIVNTIKO TOEQ.



MepitrTwon 2"

[MpdkeiTal yia TEAEIOUNVO APPEV VEOYVO, TTIPWTOTOKOU PNTEPAG NAIKIOG 26 £TWV,
TTOU YEVVNONKE UE KAIOAPIKI TOUN AGYWw aAAOIWOEWY TTAAPWY Kal PHE PAPOG YEVVNONG
2560 g. Katd tov TOKTIKO TTPOYevvnNTIKO €AeyXO BpéOnke oTo uTtTEPNXOYPAPNUa B
EMTTEDOU TO ONUEIO «UTTANAG TOU YKOAP» OTNV KapdIi& Tou ePPpUOU TToU dNAWVEI TNV
molavr) 0mapén ouyyevwyv avwuaAiwv, aAld n  untépa  apvnlnke Tnv
apviotrapakévtnon (5). Xpeidotnke avavnyn otn yévvnon kail voonAgia otn MENN:
gixe Papid uttoTOvVia KOl @QAIVOTUTTIKA XapakTnpeloTikd DS. ZimioTnke POVO  JE
KABETAPA, EMQPAVIOE OUXVEG AOIMWEEIC TOU QAVATIVEUOTIKOU KOl €iXE aAvAykn
OUPTTANPWUATIKAG XOpHynong oguyovou. O KapudTUTTOG aveDEIGe eAeUBEPN TPICWHIA
21. O €Aeyxog TnNG BupeoelBIKNG AsiToupyiag TTou €yive Adyw TnNG €vTovng UTTOTOViag
Kal Tou MeyaAou peyéBoug Tng oTrioBiag Tnyng, €0eige ocoPapd ouyyevh
utToBupeoEIdIouO. ZToV [livaka 2 ava@épovial Ol  EPYOOTNPIOKESG TIMEG TWV
BupeocIdIKwyY opuovwy Kal TG TSH Tou veoyvou. To uTtEpnXOYypPAPNUO  TOU
Bupeoeidoug adéva NTav GUOIOAOYIKO Kal Ta avTIOUPEOEIBIKA avTICWHaTa apvnTikéd. H
agovikr Topoypagia Bwpakog £0e1Ee PIKPO OYKO aploTEPOU TrveUpova (UTToTTAacia
aploTePOU Avw AoBou). ATTavinoe dUOKOAQ OTn BepaTTEia UTTOKATACTAONG ME UWNAEG
do60o¢Ig Bupotivng (d66on T4 20 ug/kg/nuépa). AtreBiwoe o€ nAIkia 3,5 pnvwv Adyw

AOiHWENG TOU avVaTTVEUOTIKOU — KAPSIOAVATIVEUCTIKIG AVETTAPKEIOG.

2uiATnon

AV Kal OPKETOI EPEUVNTEG TTPOTEIVAV £Va KEVTPIKO EAAEIpa (UTTOBAAQUOG) cav
aiTio Amag augnong ¢ TSH, evrouToig n uttdpxouca BiAIoypagia auvnyopeEi yia
dlatapaxr) oTn puUBuion TNG Asitoupyiag Tou Bupeoeidolg. H uttdéBeon auTth
utTooTNPICETAI ATTO Ta XaPNASTEPQ eTTiTTEdQ T4 O OUYKPION PE vEOyVA Xwpic DS oTo
TEAOG TNG TTPWTNG €BdouGdag wrg, TTou cuvodeleTal amo PETpIa auénon Tng TSH
(6).

Ta veoyvad pe DS atroteholv opdda uwnAou KIVOUVOU VIO EPQAvIoN
1I010TTa60UG ouyyevoug uttoBupeocIdiopoU. MapdTl Ta TTPOYPAPKATA TTPOANTITIKOU
TTANBuUCUIOKOU €AEyxou (screening) yia ouyyevry uttoBupeocldioyd Bonbouv oTtnv
gykaipn évapgn BepaTtreiag UTTOKATAOTAONG, Ol OPIaKES TIWEG TNG TSH artroteAouv
TTPOBANPA, a@ou pTTopEi va eival n aitia kaBuotepnuévng €vapéng Beparreiag ue

mlava duouevh emmakOAouBa. To yeyovdg autd €xel odnynoel oTn MEIwWoN Tou



AVWTEPOU QUOIOAOYIKOU opiou TNG TIUAG TNG TSH mépav Tou oOTToiou CUVICTATAI
eTTavaAnyn, TrapakoAouBnon A/kal Evapgn aywyrng UTTOKATAoTAOoNG OTA VEOYVA 1) TA
Bpépn (7). To epwTNUA TTOU TTAPAUEVEI OTO YEVIKO TTANBUCWO €ival av veoyva ue ATTIO
UTTOBUPEOEIBIOUO ETTWPEAOUVTAI E TN XOPNYNON QYWYAG. ZTNV €IBIKI OPAda TTaIdIWY
pe DS uttapyel emkpdatnon éwg 80-90% Amag augnong tng TSH otn Bpe@iki nAIKia
Kal pikpoTePn (30-50%) apyotepa (8). Ta TepIoodTEPA VEOYVA PE TPIOWUIA 21 €X0oUV
oplakf) TSH, pe ammoTéAeopa va e@elyouv atrd To VEOYVIKO TTPOANTITIKO €Aeyxo. (8).
‘Exel BpeBei OTI N TTpwIPN €vapgn TNG aywyng eVTOG TNG VEOYVIKNG TTEPIOdOU PorBnoe
TN OUVOAIKN} aQvATITUEN Kal WYuxXokivnTikn €¢€AIEN o€ veoyva pe DS (8). O1 Caroll et al
Bprikav augnon 73% oTtn didyvwon Kal Bepatreia TNG BuPEOEIdIKAG VOOOU PETA TNV
KaBiEpwaon Tou €TrOIOU €AEyXOU TNG BupeocIdIKAG AsiToupyiag ota TTaidid ye DS ue
NAIKia peyaAuTtepn Tou evog £€Toug (9). H évapén Tng Bepartreiag e Bupogivn yiverar pe
d6on 10-15ug/Kg/d, pe ouxvo éleyxo TNG TSH kai TNG T4 Tou opoU Kal EEATOMIKEUON
NG Bepartreiag (7, 10). Mpétrel va emonuavOei 611 Tapd TN cwaoTr) docoAoyia PePIKA
TTaIdIA €XOUV UIKPA €AAEINPATA OTAV WUXOKIVNTIKN €EEAIEN TTOU OUVABWG ogeilovTal
OoTNV TTPOUTTAPXOUCa EVOOUNTPIO QVETTAPKEIA TWV BUPEOEIDIKWY OPUOVWY Kal TN
OUVEXION TNG MEXP!I TNV évapén Tng aywyng uttokataotaong (10). H mpdyvwon Twv
ATOMWV PE TPICWHIa 21 gival KAAUTEPN aTT’ O,TI TAV TTPO EIKOOOETIOG, KAl Eival 0APWG
EMBUPNTSO Ta ATOPA QUTA va £xouv TnVv KaAUTepn duvarr €¢ENIEN uéoa oTa TTAaioIa

TWV dUVATOTATWY TOUG.
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Mivakag 1. Tiyég BupeocIdIKWY opuovwWY Kal BupeoeldoTPOTTOU OpudvNG oTo 1°

veoyvo (Evapén Bepartreiag pe Bupogivn TN 171 nuépa CwNg).

10 nuepwv 35 nuepwv 65 nuepwv
TTs (ng/ml) 0.24 2.8 3.0
FT4 (ng/dl) 0.32 1.7 2.56
TSH (uIU/ml) >100 7.29 5.4

QuaololoyikéS TIMEG KATA nAikia: 1-4 eBdoudades Cwng TTs3 (oAIkA TpuwdoBupovivn)
0.99-3.10 ng/ml, FTa (eAeUBepn Bupoéivn) 0.7-1.7 ng/dl, TSH (BupeocidoTpdTTog
opuoévn) 0.6-10 plU/ml. ducioloyikég TIHEG atrd Tov 1° — 12° prva Cwng: TTs 1.02-
2.64 ng/ml, FT40.7-1.7 ng/dl, TSH 0.6-6.3 plU/mI (Harriet Lane, 7" Ed., 2005).



Mivakag 2. Tiyég BupeoeIdIKWY OpUOVWY Kal BupeoeIdOTPOTTOU OpPOVNG OTO 2°

veoyvo (Evapén Bepartreiag pe Bupogivn TN 16" nuépa CwNG).

14 nuepwv 28 nuepwv 34 nuepwv 65 nuepwv 96 nuepwv

TTs (ng/ml) 0.28 0.38 1.05 1.15 0.55
FT4 (ng/d) 0.40 0.40 0.53 1.86 7.85
TSH (uIU/ml) >100 >100 >100 29.56 8.73

QuaololoyikéS TIMEG KATA nAikia: 1-4 eBdoudades Cwng TTs3 (oAIkA TpuwdoBupovivn)
0.99-3.10 ng/ml, FTa4 (eAeuBepn Bupogivn) 0.7-1.7 ng/dl, TSH (BupeocidoTpdTTog
opuoévn) 0.6-10 plU/ml. ducioloyikég TIHEG atrd Tov 1° — 12° prva Cwng: TTs 1.02-
2.64 ng/ml, FT40.7-1.7 ng/dl, TSH 0.6-6.3 plU/ml (Harriet Lane, 7" Ed., 2005).



