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A 14-YEAR-OLD BOY WITH PUBERTAL DELAY
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N15M599379N1Y
GA: A prepubertal Thai boy without dysmorphic feature
Measurements: body weight 61.5 kg (P75-90), height 158 cm (P10-25), upper to lower
segment ratio 1:1
HEENT, heart, lungs, abdomen: within normal limit
Sexual maturation assessment: no gynecomastia, Tanner stage 1 pubic hair, Tanner stage 2
genitalia, penile length 5 cm, testicular volume 5 mL bilaterally
Neurological signs: intact, no visual field defect, no synkinesis
MInTALRALAY
1. Bone age radiography: 13 years 6 months
2. Pituitary hormones: TSH 1.1 mU/L, FT4 1.4 ng/dL, prolactin 3.5 ng/mL, LH 1.65, FSH
2.11 U/L, testosterone <2.5 ng/dL
3. Brain, pituitary, olfactory MRI: no abnormality detected

Problem list

Delayed and arrested puberty suspecting congenital hypogonadotropic hypogonadism
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serum LH, FSH diaaudiu 2.9 uaz 2.7 U/L audsfuusisysiunssesu testosterone Aaudnae (53
ng/dL) wndiEnuldnaanmenesiaiiiofinaiu pubertal progression uindsniugaglsnfina
mssnwndusveingn 2 U wazlilaunyi brain, pituitary waz olfactory MRI auiin

defthendumnfinmumsinuareny 17 U 8 ou numuesumeidesiiadnauvde 5 va.
A59338AU serum LH 1.6, FSH 2.1 U/L, testosterone <2.5 ng/dL 3sl#n1578aa8 congenital HH ds
579 MRI udliinumnuiinunfvessienldaueas olfactory pathway tesanluvasiuillasenis
Genomics Thailand 34ld@im379 whole genome sequencing nuLdu heterozygous pathogenic
C.625C>T p.Arg209Cys in FGFRI

153199y

Congenital hypogonadotropic hypogonadism due to heterozygous FGFRI mutation

nsineaznIsAiiulin

aINEUIENaUINAANINN1SSNY wnmdlin1sshwiaae TE 250 un. @anaiunn 4 dUans
Yusamdamsdhwedesneeniuiu 8 «u. wazwaundu Tanner stage 5 yufmisdudu
Tanner stage 5 YuIASUMY 8 1. Vadasing Tl 2 VI TINHUIBUAANINNNTI NGV
B737 2 LfBU nIIINUAILES 172 9al. il 67 nn. ANUE1IML 181 9. LAY upper to lower
segment ration 0.83:1 L1l¢ eunuchoid appearance YWIASUNEUIN 12 1a. G189 10 wa. syaugasluu
LH 5.5, FSH 3.1 U/L, testosterone 198 ng/dL wanai1 HPG axis vetigannsavinaulauisdiu us
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FGFRI1 agjuuiﬂﬂﬂ%u@ﬁ 8p11.2 1udrunilaves tyrosine kinase receptor family fid
Aeadaaiu cell signaling ¥28lun3zUIUNTT olfactory and GnRH neuronal migration, differentiation
uaz survival vilviansRnundiiAnannsnanesiuguesdu FGFRI fonsuanslévainvane (varied
expressivity) 11 19101512 W1% congenital HH ieD819LAE7 ﬁ'wduiu;:iﬂaamaﬁ ooy
congenital HH AfiAsiinUnAivesnsiuinau Simeuln wie fluiiaund (dental agenesis) Sadae
iﬁmmﬁﬂwﬂizmmgaaaz 10 M anosmic uag normosmic HH 910 FGFRI 7 HPG axis #1150
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