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(Congenital Hypothyroid)
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sziinsiaunvesdeulneediiudeenssiuszaia 2 dav agseulnsaunaziasyuiaindiuves
primitive pharyngeal pouch waz 4" pharyngeal pouch Iasefe thyroid transcription factor el

NKX2.1, FOXE1, NKX2.5 uay PAXS
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a. miv‘mmﬁuawiaulmaaﬁgﬂmmﬂm hypothalamic-pituitary-thyroid axis (HPT) law
Budunnauesdnlelunansia (hypothalamus) 183 thyrotrophin-releasing hormone
(TRH) wnseusesldauasdumii (anterior pituitary gland) Tnds thyroid-stimulating
hormone (TSH) way TSH Aagdusiiu TSH receptor (TSHR) ﬁ@iaﬂmaaﬁlﬁaﬂixﬁu

TARN15a579 thyroglobulin

b. sieulnseeadaiinageduleledu (iodine trapping) lnenu sodium iodide symporter

(NIS) uazldlusiu pendrin gaduidi1guiiin colloid

c. Welin13a¥1e thyroglobulin wazn1sgadulelefiuudy arsnsaeiiaziinnszuIunis
oxidation wag organification Miiin1sa31a. 81 monoiodotyrosine (MIT) wag diiodotyro-

sine (DIT) Ingadetoulwsl thyroperoxidase (TPO) way hydrogen peroxide (H,0,)

d. @a15ae9s1 Ao MIT waz DIT azilin1ssiudinu Iae MIT soudU DIT agnanewdu T3 wag DIT

shufu DIT aznanewdu T4 Taen1ssiudiiudisasenduaule TPO 1Wudeae

e. WoiAansaine T3 uaz T4 udivzgndssenindsnszuaidenlnoriudeiitedn MCT8
LLaxﬁmSleaiaauﬂﬁ'U (iodine recycling) Iny iodotyrosine dehalogenase 1 (DEHAL1)
iethlelofundululdlng

f. \dlo T3 way T4 ndwenulunszuadonasduiulysivalngiitedn thyroid binding

globulin (TBG) LLazaaﬂqméié’ﬂmaLU%‘auLﬁu free form

3sn1sAansovN1:=wsovodsluulnsosdudmitialunisausatia
(Neonatal TSH screening)®

Tudsswdalnemsnusniinazlasunisasiaaansesniznsessesiuulnseenunniia nenis
Wideniiduinlanszatunses (dried blood spot, DBS) Turisenguszanm 48-72 ilumdsnaen
Tnen1sdansosvesUszmalneazyiinisnsiassdu TSH Wesiaiien dwmsiafinsuingrmansnisunme
WINSEAU TSH 11nnI1 25 mU/L azfioimannnsasinun® (positive screening) WaluunglsaneIula
arlimsAnnsesdeiEiunnaieiu Ssenaldseau TSH Aldwiniu

Tuvnensdluusiilsitinisdnnsesadsiiaes (second TSH screening) Tunguysniifiaandeads
selull

- INAaeAnBufmILA 918ATIATesNI1 37 dUnm

- MSNNUIENRIINARBA
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- MSNUMHNWSANATBENIT 2,500 N5U

- ASIALHA

vucaaulumsaiddgugnlsauovnisnnnanansavodsiuulnsoaanauna

1. M5ENUTEIALATHTIATINNY
ANSATIINTIFINGN

MFINRBWeNLSA

S

ANSSAWN

1. NM5nUIZIALAZATIVINNY
1.1 A529EULIAIUN1INTIIAANTDY (TSH screening) i%mmﬁamﬁmq 4872 Fluawdanaen
39150
1.2 M39nUSTIALAZATIAINNY
- Ui TRlsauszandvesnsa lsalnsenveunsen UseiRsulseymueniulnsesnsening
Hamsssvdell
- UseTRsEwinenaenlasuaInann Wy lnn1sniasunis povidone iodine Wusduau
R ERIEY
- 9IAN5VRWNSA Ronnsuesnynadlnsesnsesluuvsoll WY AMERIUIY UBLLLDY
fosn ndundlesounss axfiogu (msned 1)
- AT eMEMsAINERNNRAUNRYBe NS USRS el Wiy TruRaUNR Unnuwiis

waulind wsedlnnizasle (goiter)

N13953ANBIURURNS Wizdennsiadn FT4 uag TSH Tumsnynsneniivsed positive
screening wagtileuiuAun@niuens (m15197 2 wae 3) Tusieaiunsads thyroglobulin iiadsle

2199¥NTUdnNarelunsInaReLenlsA

2. ASASTIANINSIFING

o w

Tuanunnldaunsavinlsvseiivesia e19azlidnnusndudesdinsiaviui
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M1919% 1 9INTUAZDINITHARIYBINIENTaInTargasluulutite1ysne 9

NINUINARDA MINVAIARBA 1 LABULSN n13N81Y 1-3 gy
AILVRDIUI wiglawilos Augnunn
Tett VRN VIoEN
MuuNayad Wosth GEERN
gaumaiisanenn fay Uaasa
Viodln Fuag

AsvdauaalANINg

A1579% 2 AUNARINIEURY free thyroxine (FT,) (ARLUaNeNa159198% 6 wag 7)

a1y ArunAvas FT, (ng/dL)
WINLARATUAIYUA - 4 TU 0.9-4.4
5-14 Ju 1.1-3.2
15-30 14 0.7-2.5
1-11 Lhiou 0.9-1.7
1-18 ¢ 0.9-1.4

M54 3 ﬂ"lﬂﬂamumq%aﬂ thyroid-stimulating hormone (TSH)

a1g AUnAvYas TSH (mU/L)
UINLAAATUATUA 2.4-24.0
13U 1.9-17.6
23 1.4-13.1
37 0.9-9.7
49U - 5 1hou 0.7-4.8
6 tnow - 13 U 0.7-4.2
14-18 ¥ 0.5-3.4
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2.1 danT1wuraulnayd
Juesasdleniiauddglunistremannguesnnznsedlnsesdgesluunaiiiala
9819590157 Wiogdnwarvesraulvsesdinluegnsls Inedesendesidunndnfianudeiviglunisgiie

Uszidludnuagsenlnseeaiinisimunegwauysainiol

2.2 Msasaununaulnsasn (Thyroid scan)
JweIesdiednvdiafitremanmguaannzniadlnsesdgesiuuudinis lnenisldanssea
technetium-99m aunuiiiegdnuzvewioulnsess wagdeulnsesdniasyeeinil (ectopic thyroid)

1w lingual thyroid

2.3 Perchlorate discharge test
Junsesafivaeitadelunsdiiasdonneifidenlnsesduniudliansoaisinsesd
goslanld (thyroid dyshormonogenesis) Tnennsns1a3stiasdiegmsnady perchlorate Wlaifeuiy
iodine lunsdifiasduniiz dyshormonogenesis N&taUNUAENUIIAMLELTEIENSSazanaIINn

Saway 10

3. N15IUIRLRNLSA

NN ANANTIINWIURTRNTUaEHAN TN IE et avanunsaidadunenlsa

Yoz nsedlnsesngesiuuwiiladeld (Wuglin 1)

3.1 Wenunngsieulnssunaisliauysalvseliaiaas (thyroid dysgenesis) lviganuugves
AMEIWEN 9 No1anusiuiuls MegreneiiutazAuRaUNAYeBUNNeITDY Auandlunsen 4

Famnldwunnesaumaiiensaziunnidslivsvanguudalulagiu

3.2 dlenunngseulnseraslaauysalusiinnensessesiuulnsesdsiume Igdnuauzvas

1 oA

Aihesiedndinenensiumevsell wazdwsianwiesUjuRnisiliuindie perchlorate discharge test

=

\Wetadeuenlinme

a. U1 normal perchlorate discharge test liAnfsmuRnUn@Aves thyroglobulin (TG),
DEHAL1 wag sodium iodide symporter (NIS)

b. §1WU11 abnormal perchlorate discharge test TanfAMUERUNRIDS pendrin, thyro-
peroxidase Wa¥N1INa1euguas DUOX2 uag DUOXA2

Freganmegiifidenlnsessunfudlidanunseasalvsesdgesluuld (thyroid dyshormono-

genesis) MANIINAMUARUNAYDIBU AsLanslun1T199 5
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Congenital hypothyroid

Athyreosis/hypoplasia Goiter

i

NKX 2.1 mutation

- Respiratory distress

- Choreoathetosis

Dyshormonogenesis

I

FOXE1 mutation
- Cleft palate

Abnormal PDT Normal PDT
- Choanal atresia
- Bifid epiglottis
- Spiky hair . SLC26A4 (PDS: [] TG (decreased serum TG levels)
deafness) [l DEHAL1 (increased serum TG levels)
. TPO []  NIS (no radioiodide uptake)
PAX8 mutation
¢ DUOX2
- Renal anomalies
I . DUOXA2
‘ (All increased serum TG levels)
| NKX2.5 mutation

PDT, perchlorate discharge test; PDS, Pendred syndrome

wNugin 1 nladeuenlsanensedlnsesdgesiuuudiiia

A19199 4 fegeaURaUNAYRIEUANYITIAU thyroid dysgenesis (FALUAIIINIONENT19D91 8 Lag 9)

ANURAUNAYDIEY AnwaLaINIg

FOXE1 Cleft palate, bifid epiglottis, choanal atresia, spiky hair (Bamforth-Lazarus syndrome)
NKX2-1 Interstitial lung disease, chorea
NKX2-5 Congenital heart disease

PAX8 Urogenital abnormalities

JAG1 Alagille syndrome (variable liver, heart, eye, skeletal, facial defects),

congenital heart disease
GLIS3 Neonatal diabetes mellitus, developmental delay, congenital glaucoma,

hepatic fibrosis, polycystic kidneys
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A1519% 5 fegunuRnUNAveBUlAgITaeU thyroid dyshormonogenesis (aLUasaINona15819847 10

way 11)
ANURAUNAYaIEY AnwazaINIg
SLC5A5 (NIS) - Hypothyroidism with goiter
SLC26A4 (PDS) - Congenital bilateral sensory neural hearing loss
- Goiter (develops in childhood)
- Mild hypothyroidism (often miss from newborn screening)
TG - Euthyroid to severe hypothyroidism
- Congenital goiter or develop goiter soon after birth
TPO - Severe hypothyroidism
- Congenital goiter
DUOXZ2 - Hypothyroidism with goiter
DUOXAZ2 - Hypothyroidism with goiter
DEHAL1 - Normal thyroid function in newborn screening
- Goiter and excessive urinary DIT/MIT

DIT, diiodotyrosine; MIT, monoiodotyrosine; NIS, sodium iodide symporter; PDS, Pendred syndrome

4. M3

mssnwnmznsesinsessesluuwsfniia Winssnwdeen levothyroxine (L-T,) Tnenisdu
fhunTufusesu FT, uay TSH 1NNTATIIN VDU URNT (151971 6) (LLNuqﬁﬁ 2) uwugihliien LT,
TugUuuuresedin ildlusuiuueth uusthfudssmusnewiosisuasvandessmssulsemus iy

w a3 upaley wazs1nman

wwavesen LT, Alilun1ssnunduiusedu FT, A dansluwaugin 3 antunsivnnniy

De
=D

- pyrainnuedien ety 1-2 S wasnn 2 §Un9i auninsedu TSH U
- 919 1 Yusn : #5I9FARUYN 1-3 1hu

- 919 1-3 U asaefanunn 2-4 sy

- nsdlUfuruevtelasudviesn | asrafinnai 4-6 dUnvindsuiuen

- wWhving : seau TSH Ui wag FT, aglugieseiuuu (upper half) vesduniniuent
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1

51 L-T4 iudl

FT4 én

FT4 uas TSH
1Uné (<6 mU/L)

TSH 6-20 muU/L**

I \—
TSH >20 mU/L

33 L-T4 Nl

- nyadaauld
- ng@ L-T4 thilwanui

I

@aenu TSH uaz
FT4 8n 2 sUanwt

I

I

159 L-T4 nun

TSH, thyroid-stimulating hormone; FT4, free thyroxine; L-T4, levothyroxine

uNunlin 2 Mstnmnznsesivsesdsesluuusiuin (FawUasainienanssnsdei 5)

P 1Y) ] s 1o a Y Y a A
M139N 6 ﬂ’ﬁiﬂw’mnzwwﬂ‘wiaﬂﬂﬁaﬁummﬂ’]L‘tm (ﬂ@LLUaQQ’]ﬂL@ﬂa’ﬁa’Naqw 5)

NanIaIN R URNS n33nen
FT, (ng/dL) TSH (mU/L)
A YNA (5181 levothyroxine (L-T4) iuf
YNA >20 SuE1 LT viud
Unit 6-20 #rsanTiugunases il
- 3Uen L-T4 viuil vise
- 588N 2 §UAW M593 TSH wag FT,
- Thyroid imaging*
Unf <6 Lifasfnnu

*F500n539 luanTunansansale




ma:wsoavinsoedoasluuucisiia (Congenital Hypothyroid) AUAAA ASdtvans 81

L-T4 10-15 mcg/kg/day L-T4 8-10 mcg/kg/day L-T4 5-8 mcg/kg/day

UNUQIN 3 YReT levothyroxine (L-T4) 7lHlun13snw (AnuUadannienansensdei 5)

sgeziatunsinwinensedlnsesdgestuuusiubn Wshwiuetates 3 U uasUsuiiiug
Tugthenlidndudesinvuaeluseninmssne waglugiisnlinuanuiaunivessenlnsesdvse

ANURRUNANIITUGNITY d1ansnaemgnele
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