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Congenital insensitivity to pain with anhidrosis:
A case report and literature review

CHEN Yanying, LONG Caixia, LUO Lan

(Emergency Center, Children’s Hospital of Hunan Province, Changsha 410007, China)

ABSTRACT To analyze the clinical manifestations and gene mutations in children with congenital insensitivity
to pain with anhidrosis (CIPA), and review related literature. An infant diagnosed with congenital
insensitivity to pain with anhidrosis was reported. The main clinical manifestations of the infant
were painless, no sweat, and repeated fever. Peripheral blood of the infant and his parents was
collected, and candidate variants were confirmed by Sanger sequencing. The results of molecular
genetic analysis showed that there were compound heterozygous mutations (c.36G>A, c.851-
33T>A) of neurotrophic tyrosine kinase receptor type 1 (NTRK1) in the infant. ¢.36G>A and
c.851-33T>A were inherited from his father and mother, respectively. ¢.851-33T>A is a previously
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reported mutation, c.36G>A is an unreported mutation, which can lead to the tryptophan changing

into a stop codon. According to the American College of Medical Genetics and Genomics

(ACMG) variant interpretation guidelines, the mutation is interpreted as pathogenic, and the

biological hazard is potentially harmful. Congenital insensitivity to pain with anhidrosis is a rare

inherited disorder. Genetic molecular genetic analysis is helpful to diagnose and discover new gene

mutations.

KEY WORDS

congenital insensitivity to pain with anhidrosis; chromosome disease; gene mutation; NTRKI gene

SE R TCIR JoHHIE (congenital insensitivity to pain
with anhidrosis, CIPA) M FRist G HERGEA H EMLk4
HU(HSAN4), WARMFIEN: A EMAIRERH2 A,
ST e O AR BRI AL e . TR R SR BN
XA F RN U, e R I, WA A
EUSY N % 2 N 3 S DO R e o C 7 A
H AT s me s . FHEmeiss, HRE A AR
BREMNE N EEER", B—MERK WS 5%
FREIIRTE MRS AL . BB H WS e R
WA LA LRI SRR, 722 LI Wiy
CIPAJR I, [l Iy B b A B IR TG A 4l 2, I % H:
FBE OIS PAT AL FE R 430, DA v R X 120
ERINA

1 IERE A

JeiE#E, W, 32d, Wk, BILA “E#H7 47
F20184F10H 25 H A LIR A ARG 4 L EL B e (LA T i
FRBBE), HJL7 daf iR BRI, IR E39.2 °C
(IR, (A nZuk, JoEJE . FEMIdhia, 782 HhiE
Bt T DAFR AR B ak e B AR $A kb 3 (HLARYR YT AT ) SR
JPUR G, MIRAMELIRE ZIEH , SRR HEEREE
38 CAA, WM EMNEREARILT . BILR
FURE U™ (GIpL), RARIETEREA), A
KTE2.6 kg, 32 dIF{RE3.S kg, AT BIRRCL
IR 2R s B AR LI A il e s B4
fd, A FARIRTIRE LU B, MHACH & IS .
ABERME KA . MEERE, ATKRMA CFR), R/
2 emx2 cm, AU ZEARXTFR, ZEMIERIGIGEZ41 mm,
AT MIARIG S 244 mme BUIBIEIEEA, RIS, O
(-), MEEBRpE, MEEd, DURALSK IIES, 4
P HHAAAE . ABEREAY . HANEITT N 8.17x10°/L,
Tk A0 A U R0.226, RELANIE LEAE 0.629, 41
AR 3.06x10 /L, MLLHE 100 g/L, /MR
MECN283%10° /L, BIIRE . D UEE . BEEFFRAR LS
o FIHREMUR R A 29 g/L, iM%, Mgz
X R WIS L | B BRI AK <. MR

e NI SR AR B ISR R
W RS W KSR . TRk AP Bk
WAEERYT7 A, B A ZR, DMRHCh &, 51
IR SRR E S dn KRS T ER B .

AL B T20184E 11 H 16 H HRIR A “ A 4
VA, i 1R” SRk AT B . BILABERT 1
LR, RIR39.7 C (R), FEA &R,
BRI WU LB, URGRE, AN,
TAERAT, TOAEK, FF2E292 min/5 %, %
fiftJ5 e 4 A, JCIEER . NZWR Kt . BTE, KE
TLLR S SRR TR E IR, HERE, K
KBS . MR BB bR R Te d, BIL
BRI, 1-20/d, WEVE, HUEHRKHE, —i
7£38.0 C(MR), ¥R THRIRIE, ATTAIZEMRE
1B . ABEAAS KA (RKE42 kg, BIXFEK, XUiliAk
LRSS, OMERR (). PURZALEKITIER , A3
WA, ABERBhGA . FAI T4k 10.76x10°/L,
R 20 B U (B R 0.254, IKEL A HUAE M 0.642, ML
Z1FE 11°85.00 g/L; I/ HCH321.00x10°/L. HL
e . FEDhRE . VRS eI A2+ RIS I
gimes, na., Fes. 1L-6. tEryuURe
M FLPE 1-3-B-DAIRNE . K/IMEw LR A 3 91k
FLHZ #3.22 mmol/L; FEE5 3R EH0.17 ng/mL; FRFUE
AN 32 ARG BEPE o IO W T 5 DR D A ) 2 B 42
il R SRR SR . PR E AR AR . R ELA AR L K
Ir . KRAMESE SR . CRIRFRETE . N ARG EE
A 5 O A S 6 S N B 2 Bl o s 7 L AR T e 227 B
NHGIZH 48 -DNAZSE E f A5 I (EBV-DNA) <400
501 /mL, Il F 40 i 5% 7 -DNAZSOG E & (BCMV-
DNA)<400%5 Ul /mL, bk B0 200 g S0 A6 0 45 351 E 5+
o MNE WA . EBERA PR A AR O A A
UL . BERCT /R % o M R IE K <. O
WEZ BRI FLA A o Sk MIMRIFE-H B . KA
HLEIES . EHSIXZ R JEH AT WA Z I <5
AN A, T mERAR. Yk, ar e/ NS
WD, 75 XRT WSS, RUIR TR A UL BH 8 Ui 25
SR, RGBSR B . IR E Y



SERAMETORTCATAE VI SCBRAE ] PRttt 45

1205

1gG T4ZGURHIN 7R3 R e AU W P i+ B B G S
o AEBEE T AR PUSR G SR AGE A B, LR
PUBE TR, BHMEHCE E, Aii<38.0 °C,
TG AL S AT R IR, BRI EY
Lh, 1/d, JoRZBK, HMSRIal, mZWgnl, Rv/IME
B REICT M. AEBEI A B LT LLB #4
A R OIS, AT IEAE S ] B e
FIRGAT | il A R AVE R S A 2, 25 L
REAFAETT IR A B S AU, MO UG )
o S R B AEL A DU A B 4 B IR T, OR
A HITEER, B R Ln] eV CIPA,

TEAEAF B LAC RS R BT 2 F g R o s, B
HAEMF T BRI TG, LAV B2 45 20 (P 1) 32
AN BN RRARE R E AL R, AR R
FEJRR SE AR A M 2SR, BB R ] LB
THIR . BIRIRAE IR At , R E A R BITEIR,
FLRIR 2 W RAT AR, LItk 4 3.
[F] Bt AT B 2441 TS 000F B SE A i 4, 7EAIE
REJLCH R EIFEFAERERE, RHEDTA
PUBER M4 R A 8L K 4 mL SR ACRE# K 1M 4%
2mL, F-20 CHRAF. RABEERIESEAL TP FH i
AR AR & (AL 48 s A W HOAR A B ) ) $2 B

E1 CIPARJLALRIBHREL R (HE)
Figure 1 Pathological results of CIPA patients (HE)
A: x100; B: X200

I-1 12

P / II-1

B2 CIPARILRFR
Figure 2 Pedigree diagram of CIPA patients
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