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Abstract

Objective: To report a case of pituitary stalk interruption syndrome and deepen the understanding
of the disease through literature review. Methods: The clinical features of a child with pituitary stalk
interruption syndrome were retrospectively analyzed, and relevant literature was retrieved for re-
view and summary. Results: The patient was a 1-year-8-month-old boy with growth retardation, hy-
pospadias and micropenis. He was clinically diagnosed with pituitary stalk interruption syndrome.
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No suspicious pathogenic genes were found in the whole exon gene test. Conclusion: The clinical
manifestations of pituitary stalk interruption syndrome are diverse and it is prone to misdiagnosis
and missed diagnosis. Early diagnosis, reasonable treatment and active intervention should be car-
ried out in clinical practice to improve the prognosis of children.
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1. 518

TE A LK 27 & 11 (Pituitary Stalk Interruption Syndrome, PSIS) X FR SRR KT 25 & 1E, 15 & 5 K 5
BIEARNG S AE R A, AEAS S R S TR TT . SR AT, T 43 () ER ol i T AR AR
EREAEN, BgusEd wEA TR R SR T EAATT T I — RIVGARREERE, FZERIANE
B Z RIS RINGARAEIR, WAEKBERZRERKETIRE ., REE, (EFIRREZEZ S
ARIRIDRERGR , e PERRI R B = SO R R 28 —MEAE R B A R A5 [1]. ASSCHRIE 1 BIFERIY PSIS M, (Bl
PERZ B LIIIGIRZORE, 3 — DRI R EE A %) PSIS A

2. ImpRBER

BIL, 5, 158 H, K “RHA” TIEGILEHEREIGIT, WA LA HNZE)L 6 HEr Tz R
PSIS, —EATAEKBEEN K ORI H RIATT o 128 ) LAE L IR AT e A 8] S S TRV ik & 4k, AR [ (2R 2
M~4 YRR E, IEIEEhE 37.5°C~38.0C, FESh TEERFIR . PURGSESTREIRIT IR BUR R AR, &
Bimi R Rl R, %82 PSIS j5, ZRUL “R#I THEEHE, HBREErTTH BT, 46
SOLREAR R 2, H &L REZ T PSIS SEOME e pish =, A8 JUAE LURD REBCIR BT S A PSIS 1E
G R H AN W, 3B AE LR AR AT R HORAS 2, B A RAE OGSk, FRIal iz ) LBEAE % 52,
AR T fi# PSIS [ AmbL . IR JRIT J7155%.

ZRpt oL, LB R R NAE, BIRZAIAIRFR, NT ERE, MK, Tt DNA L5
o BRJLVUYE B SO T BB LR . B L. GBS MBI LR . AT KL R
SH, B ILRARENE: S/D: 3.9, Pl: 1.3, Rl: 0.7. fAGEURMIF ML KR s s, QREE
Botkfe, BVUCEISHL, TR W&, RUPH L, TR . S .

BLHAEEN: BILRB_E—FE - mME A S ER A TR, Bk 38 &, Bk, FEE “m
M B A . HEAREE 2270 55, BK 42cm, FREE. BRI . R A A BRIk,
MRS, AR ILEILRE 2, KRR, SRR, RZEEE, fEal B Rek. QEEEE N, B
JB AR T BRI KP4, ANHGEG A, BB RN, B, TN, ZMAESSREE, XUiE
WeE R, RIS & . AEFEAS R E R, NSRRI R, JRE DAL TR 2, P2,
ReEaENZE, HERTIZEER, Bk, FiERM5IHAS. @A RBITEME: 2R 1+ Kk
2+ ¥EH 2+ Ak 2=7+27=34 .

WA ) LR A RSFEM I s BIRTSCROOEMT, E4S A IR LB A R
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R

PH: 7.240, SBE: —13.2, PO,: 78.5 mmHg, PCO,: 33.1 mmHg, HCO;: 15.0 mmol/L, SO.: 96.1%,
Lac: 2.4mmol/L;: IMH#: FIZUMIT4: 6.24 x 1091 (IEH B%6H: 4.3~14.2 x 10°9L), k41 5 43
bb: 42.40% (1B S50 7%~56%), WM 73 t: 37.50% (1IEH S %6 : 26%~83%), ZL4ifuit
. 4.43 x 10%/L (IE# 3%V 3.5~5.2 x 10%/L), I8 A: 153.00 g/L (IE#Z#%5uMH: 97~183 g/L),
/MR T4 230.00 x 10%/L (IEH Z#% [ : 183~614x 10%L); '5Ih + Hf#EM: 45: 1.74mmol/L (%S
Zi: 2.1~2.8mmol/L), WLFEF: 107.5umol/L (IE¥% Z# 3 E[l: 13~33umol/L), ILi&/RELMIE: 463 umol/L
(IEWZ %6l 208~428umol/L); IM%Z: 39 umol/L (IEH Z#3 M. 18~72umol/L); f#IRIRE A DNA &
B AT BAYE()s M BREEA: 124 g/L (EH S % EH: 20~40g/L), HBRLL: 2.83 ((EH &%
Hl: 1.2~2.4), RITARAREDIELHE: 63U/L (IEHSHJEH: 15~40 U/L), »-H Bt L% 0. 382 U/L
(IEHZ %6 10~60 U/L), MIHZIZEK: 237.7 umol/L, ELH%AHZIZEK: 10.7 umol/L (IE#Z%TEH: 0~8.0
umol/L), [EJ4ZAHZ%: 227.0 umol/L (1IEH 2% il : 0~15umol/L), S AHITER: 9.8 umol/L (IEH &% Hl:
0~10umol/L); MEHE X £&: MBI EY AR KUEE: RAHERT: OIEEE: JeRMEOI: 5
[EREEAR 2 Sk SFE AR, FHARTPLRA SR RIVEKFLRA DR WIRABERS: XU &0 8.
3. Wig

PSIS J2 PRl T AR 25 46 57 5 B T A DO BRI RE , LA D) A0 A0 26 i ANTE 48, HR Ak TH & 42260 0.5/10
Ji, HBEERAGENRRE, PSIS s & BTt HAWAEMRN ZS, BHEAmRe T, 21
FIGH[2]-

A% PSIS iR 2] H BN BB, qaT EZA LR 1) B RS, Bk
Fa. JHSCHE. RSEER. M MEESE, HPBAERIRERZ[2] [3], HE, WAFEVNEIAFE 6
R RE R E NS RMAEREF[4]-[7]. 2) BERER, SEAEREHCHIEFERAE., kR, KK
AR 15 B 5% PSIS i[5, k2% Hr oA H K (40 CDON. GR161. PROKR2. WDR11. ROBO1. PIT1,
POU1F1. PROP1. OTX2. SOX3. HESX1. TGIF. LHX3/LHX4) 54z fik L K AR & 142 0n Wnl.
Notch F1 SHH {5 5 IEE%) A K, XA EIEN, S5 BMYERNEAR. RATHKE LRI MK
w246 [3] [5] [6] [8] [9]. W FL /K IN PSIS 3 & A& I HAMMGTE, 5 3 vl & I T Je LR B RSS2
N EE AR REHAAE N AR R E R, SEGVETENREIEZS), W SEIRAR
ERE, FERRAFE T AR R R G R R &% R R [10]. 1% E)LRZ PSIS J5, KB
ITAAMEFHFERN, KA EE S RABSHE K B RE S . fEARGIE LR, BN K
M, "IRER FECER LKA PSIS BRI

PSIS FEEAEAN A AF W v AN [A) (e PR AR I S ke 55, A2 )L LR BBy, IR AR
fRILRE . AREAIMAE . NHZE R R ERI[1L], LEPAEFERERAEKRERE. KRG ERHE, B
A DURE RV 2™ 5B IR G S N RRIZ[5] [7] [8]. A B BHUMRANMLE . W« FRATAE
RS AR T FAE[3] . 5 pai A KR = 1B AR, PSIS B B mZE RO, B #H 5 SE IR
YA Z o X REAE HT PSIS B A KRR Z M ER, ZHEGMEBERLFENRZ, SEETAE
FEIR[12] M 0 R I AE IR AR P R R AR e B Bl 3R A i FEOIR IR 2 o = 1 S5 22 43 1) 2 100%
97.2%. 88.2%#0 70.3%. PSIS H#& ] LS FLE MAE, KIWNZFLIN 18.1% [12]. %4518 LIE H A=t
B AE AR B R (NI bR s2), IR EA W IR R E = (RE N ), A L] W B R R
e, PRARAR, WIEFHEA S, BAERAKREIRES, THEREIRSE, M8/, DL ERITRE
PRz B LHSE AR R AT e SR PSIS. HRTZ B LIAk IEFrDiE. Mk, 15, TSN E M
Al HE 1B ROE A PR RE ) S5 AT (WL N . R “EmEinin” FEE)RE, BF IS

DOI: 10.12677/acm.2025.1592462 101 Il PR 2 2 3t


https://doi.org/10.12677/acm.2025.1592462

AR %

N

2B LBLFIZ PSIS, K Hh I8 HUR IR 5%, Ja S I8 LA K BeR « FORIRBGR 516 b,
R A .

H A7 AR TN MRI AR 12 PSIS KR, #2 X MRI SRR AL, Z12W7 PSIS ] 551
F I MRI RN “PSIS =HE” , BIEEAANER R B 45 I & {5 5 R B AL S AR R R E A
R, a] 5o B sk R L IR AT R BN R AR 32 98.3%, EARARAZANL) 1.7%,
PR G A7) 91.4%, TR L) 8.6% [1] [6]. MH KZHURILELEMERLE, FEREAE
KR = SBEKIREMRSH KB Bar Z R4 67 ] PSIS 3, 47 il LINA KBS ]2
Wi HEHEEREEARUVNAZE, BESRILL], BE TR ST 6 #1 PSIS B3, KNS/ Nk
L EMER 2 0], REHEBFEE MAEA K E2, sk &5 134~158 em, FE il i i /N T A B 6
HHEI AR A A[10].

PSIS MIARRILE T, SHiR2. Fe, mF2W. Farx P asams 2 EE, AKEER
52 11 PSIS B8 LR S s 20 N AE KR B ARAYT s FOIRIRDIRR IR F AT BLE IR E, 5
RILFAN 7S IR BR 200 B 8 LR AIRES A K K B A B R Y11]: #ANEFFENE, HHEER=, &
ANFEME R (MR L R A KRB Z A IR B Z LR, N45 &R 5 5 kb
i AR B ARVRTT BT T B [13]. PSIS BE T RKMERAGHYT, TR EAKE, Ry R
AR, IEBEETFREELRREHN, KN EBIET R, DARIERRAEKML. BEENK
REWRE . K SMESE)I, 7RIS N iR T, B I fE R

REH
VI IR EL SR A B R

SE K
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