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[ Abstract ]| Two male patients with bifid rib-basal cell nevus-jaw cyst syndrome
(BCNS) were admitted to Department of Stomatology, the First Affiliated Hospital of
Bengbu Medical College due to radiological findings of multiple low density shadows in
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the jaw. Clinical and imaging findings showed thoracic malformation, calcification of the
tentorium cerebellum and falx cerebrum as well as widening of the orbital distance. Whole
exon high-throughput sequencing was performed in two patients and their family members.
The heterozygous mutations of c. C2541C>A(p. Y847X) and c. C1501C>T(p. Q501X) in
PTCHI gene were detected in both patients. Diagnosis of BCNS was confirmed. The
heterozygous mutations of PTCHI gene locus were also found in the mothers of the two
probands. Proband 1 showed clinical manifestations of low intelligence, and heterozygous
mutations of ¢.C2141T(p.P714L) and c.G3343A(p. V1115I) were detected in FANCD2
gene. Proband 2 had normal intelligence and no FANCD2 mutation. The fenestration
decompression and curettage of jaw cyst were performed in both patients. Regular follow-
up showed good bone growth at the original lesion, and no recurrence has been observed

so far.

[ Key words ]  Bifid rib-basal cell nevus-jaw cyst syndrome; PTCHI gene; FANCD?2
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[HEBRIE | WA 5 ARk Je & — 4 R A 4% 4 4E (bifid rib-basal cell nevus-
jaw cyst syndrome, BCNS) ; 3+ F-HUlf & 42 8 (computer tomography, CT) ; 7 AAF—47
21 4 & (hematoxylin and eosin staining, HE % &) ; 22 & B54% X% (polymerase chain
reaction, PCR) ; A X A B ® & # # % (The Human Gene Mutation Database,
HGMD) ; £ B E F i 4 5 5 K B 40 % 5 4 (American College of Medical Genetics

and Genomics, ACMG)
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Figure 1 Clinical manifestations of proband 1
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Figure 2 Pathological examination results of proband 1 jaw cyst (HE
staining)



£ 226 - WIT R 222 (22 RR) Journal of Zhejiang University (Medical Sciences )

/

GCACTTACT, 4 ik # 2 B 51 ¥ H
PTCH1~10(5"—3")1E[] CGGACAGC
ATCAAGAGAC 7] GGTGGAGGGA
AACATTAGAA iR KR FEHH 60 °C.
4% HGMD J PubMed 3038 12 DL
SE T N RGBS IFHARAE ACMG Hof
e DR A S BACHI i 152 4 A X 28 7 Y B
AT 43T o

2 & B
2.1 PIIGIESECR LN PTCHI ¢
5 7 A Kl

SEUE#H 1: PTCHI JE K 3 fiE X 3,
B 2541 SRR CRAE A, T
N 847 5 il 2 R T iy 28 FE R G A 24
1k, Bl e.C2541C>A(p.Y84TX) , NARE
WA (K5) A7 e R b Mt
AL, Sl 2. PTCHI KX T fiE
XIS 1501 SRR CRAER T,
FEONE 501 54 AT b 2 AR
2k, B e.C1501C>T(p.Q501X) ,

AT X SR R AT A 3 4540 L (35 Sk 48 s B KBk & % T A (ES) 556w Y,

FEALE (RS IR ) 5 C o /MIlHS 22 A A (FF S T8 ) s D i 4t X R BT T AL 4
N2 SRR B (RS TR ) s B 2 S BN 5 F 18131 B0 5 K | ME B 094 935 B

G+ A7 M B 356 B T
3 SBIEE 2 mm R

Figure 3  Clinical manifestations of proband 2
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Figure 4 Pathological examination results of proband 2 jaw cyst (HE JEUEH 1Bk PTCHI BN R 5h,
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Figure 5 Gene sequence analysis of proband and family

AR S IR R AT . PTCH R
T R AR LY, S
200 e A8 T A o e R I ik, AR T LA
1% Hedgehog 17 518 i , 130 7 &
B B L AR A] E R SRR TR R A
JEE AN sE BT rh e, WESEUE R

ikl

LTO
a0 PR

A B 1 ZARPRIA; B SGIE R 2 ZARPRIE O HVEEREH; O &

PR EE s B RO @ AP Sk JEIERT
6 SEUEF MR AR

Figure 6 Genetic map analysis of proband and family
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