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[ Abstract] Objective To explore the diagnosis and treatment of familial glucocorticoid deficiency, a serious rare disease, as well
as prevention strategy of adrenal crisis through clinical and genetic analysis. Methods  Five children with familial glucocorticoid deficiency
diagnosed and treated from October 2017 to October 2023 were selected. Their medical history, endocrine, metabolic, genetic variations,
treatment and outcomes were retrospectively analyzed. Results ~ Among the 5 children, 4 were male and 1 was female. They were diagnosed
aged 1 month and 23 days to 1 year and 11 months. All patients presented with mucocutaneous pigmentation and hypoglycemia, along with el-
evated plasma adrenocorticotropic hormone (ACTH) and decreased cortisol. Two cases (40%) had convulsions. Three (60%) showed slow
weight gain. Four (80%) required hospitalization immediately after birth. Two cases had elevated plasma testosterone while 3 had normal
plasma testosterone (< 0.025 ng/ml). One case (20%) had decreased blood potassium. Four (80%) had elevated plasma renin. Two
(40%) had elevated plasma aldosterone. Three types of genetic defects were found in the 5 sick children. One case was homozygous MRAP
c. 106 + 1G > C mutation. Two cases were NNT compound heterozygous mutations: c. 385C > T (p. Argl29Ter)/c. 383T > C (p. Val128Gly)
and c. 1455del (p. [1e486Tyrfs * 11)/c. 972_973delinsC (p. Lys324Asnfs * 10) , respectively. Two cases were MC2R compound heterozygous
mutations: c.433C > T (p. Argl45Cys)/c. 710T > C (p. Leu237Pro) and c. 145delG (p. Val49Cysfs * 35)/c. 307G > A (p. Aspl03Asn) , re-
spectively. All children received oral hydrocortisone acetate tablets. One patients was supplemented with 9a-fluorohydrocortisone. One child
with transiently elevated blood TSH took oral levothyroxine tablets for 6 months. One case had severe brain injury and died of multiple organ
failure caused by pulmonary infection at the age of 2 years and 2 months. Two children experienced adrenal crisis due to infection. The 4 sur-
viving children are 10 months and 13 days to 7 years and 1 month old. One had delayed language development. Three cases had normal phys-
ical and intellectual development, with alleviated mucocutaneous

(SR ) F5 T FER R A 7 e R I 4o L3 e 15 pigmentation and no recurrence of hypoglycemia. Conclusions  Children

Fﬁ L4 202 i\;FC270190(.)) AT 8 B A B T with familial glucocorticoid deficiency exhibit clinical heterogeneity. All
. 2R :

e I BT H (45 : LHGI20210625)

CEIRAEE R A ] LA, 2, WL, BRI, iRpE L also major manifestations. Lifelong glucocorticoid supplementation is re-
FHor 2 TR AR T B, AR 2 LRy 2 EE"S%J{HF quired for the treatment. Mineralocorticoid supplement is needed in the
FRWERTR, EEMRTTE . LERIRE R E R patients with mineralocorticoid deficiency. Close monitoring is essential
NEREAE | R RN R IAE B L IR 5 to prevent and treat the adrenal crisis.

presents have mucocutaneous pigmentation, elevated plasma ACTH, and

decreased cortisol. Hypoglycemic convulsions and growth retardation are
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1.2.4 597 KBEVT #i2)E R AESRR S AL 0T IR
697 XA IR B TR B = S i B LI 9o EHT
IR AR I R 2 I S VR KR i, 12
Wik e 3 A~ H B H DT 1 IR, JE 04 3 4~ H BT
1R, FEUHSTREFG ARG T S A 5T D RE
ACTH Bz il B & A8 Bk R AR A
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