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A Case of Primary Spontaneous Pneumothorax with a Three Nuc!eotide
Deletion Mutation of the FLCN Gene . ~

Geon Park, M.D#*%, Hong Joo Seo, MD**, Sook Jin Jang, M.D***, Bong Seo,,y,f’,,,,,,, .
Ran Hong M D**"** Seog Ki Lee, M.D** ‘ . ~

The cause of pnmary spontaneous pneumothorax (PSP} is obwous Recently, the FLCN mutation was suggested to

_be a causal factor in PSP. A 47-year-old Korean male patient with chief complaint of repetxtwe PSP had numer-"
ous emphysematous butlee and multiple large cysts based upon high resolution computer mmﬂgfaphy Here we re-f
port a case of PSP with an FLCN ¢.468_470delTTC. mutation,

(Korean J Thorac Cardiovasc Surg 2010:43:824-828)
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Fig. 2. High resolution computed tomography scan of the patient
with - spontaneous pneumothorax who experienced recurrent epi-
sodes of primary spontaneous pneumothorax. Numerous bullae are
visible, seen as clear, black areas. Large emphysemas are in-
dicated with white arow and left pneumothorax is indicated with
black arrow.
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Spontaneous Pneumothorax with FLCN Mutation

Fig. 1. (A) Skin manifestations
shows multiple, 3~4 mm sized,
smooth, dome-shaped, skin to whi-
te-colored papules on the cheek.
(B} Biopsy of one of the papules
shows mild proliferation of con-
nective tissue in the focal area of
superficial dermis (H&E stain, x40)
and (C) higher magnification of
circle area (H&E stain, x400).
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Table 1. The primer sequences, amplicon size and annealing temperaiure for PCR of FLCN gene

Name Sequences (5’ to 3°) Amplicon size (bp) Ta  References
FLCNgDNAe3F orward AAG GAC GAT GTG CAT GGT GG 256 65 {51
FLCNgDNAe3R everse CAC TGC CAG CCC AGC TAA G 65 [5]
FLCNgDNAe4F orward CAC TGC TCT CAG GTC CIC C 406 65 [5]
FLCNgDNAe4R ’everse GGA GGT TTC ATG GAG TCA ATA GG 65 [5]
FLCNgDNAe5F orward AGT GCC TGC CTC CCT GTIG € 310 65 [5]
FLCNgDNAeSR everse ACC TAA GAG AGT TTG TCG CCC TG 65 [51
FLCNgDNAe6E orward TCA GCA CAG AGC GGC TCA TG 354 65 [5]
FLCNgDNAe6R "everse GAA GAG GCT TTG ATT TGG TGT CAC 65 [51
FLCNgDNAe7F orward CCA ATG TAT CGT GAC TGC TCT ATC 278 65 [51
FLCNgDNAe€TR everse GGT CCG AGC TGC TGG CAG 65 5]
FLCNgDNAe8F orward GCC CCA GAT CAG GAA CCT G 607 65 [5]
FLCNgDNAe8R everse CTG GGT GAG CGT CAG GTT TGC 65 [5]
FLCNgDNAe9F orward CCA TGA CTG GCT CTC CTC CT 313 65 [5]
FLCNgDNAe9R everse GTA TCT TGG GCT GAA GTC ACA GG 65 [5]
FLCNgDNAe10F orward GCA CCA GGC CAA TAC TGC 290 65 [5]
FLCNgDNAel0R everse GTC TTT CTC CTG AGC CCT GTC 65 [
FLCNgDNAel 1F orward GGT TCC ACT TTG GGC CTG AG 270 65 {51
FLCNgDNAel 1R everse GGT AGT AGA GCA TGG ATG GCC 65 {51
FLCNgDNAe12,13F orward CAG CTC CAG GTT TTC TCC AGG 463 65 [51
FLCNgDNAe12,13Reverse CAC GGT GGG CTA GCG CAG 65 [51
FLCNgDNAe14F orward CCT CGG GAG CAG ACA TGT TAT TG 639 65 {51
FLCNgDNAe14R everse ACC AGG GCT CGA GGG ATT 65 {51

Ta=Annealing temperature.

TIT GTG TTC AGC CAC ACC TTC TTC ATC AAG GAC AGC CTG GCC AGG
Phe Val Phe Ser His Thr Phe Phe Ile Lys Asp Ser Leu Ala Arg

¢.468_470delTTC l p.Phel57del

TTT GTG TTC AGC CAC ACC TTC ATC AAG GAC AGC CTG GCC AGG GGC
Phe Val Phe Ser His Thr Phe Ile Lys Asp Ser leu Ala Arg Gly

TTTGTG‘I"X‘CAGCCACACC’ITCWCAWSRASRRCMKSSY8RSSRG®
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Fig. 3. A 3-bp deletion in exon 6
of the FLCN gene in the patient
with spontaneous pneumothorax. (A)
The partial nucleic acid and amino
acid sequences of FLCN exon 6.
The deletion is underlined with red
color bar. (B) Chromatogram shows
the heterozygolic ¢.465_467delTTC
mutation in exon 6 at genomic DNA

level.
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Spontaneous Pneumothorax with FLCN Mutation
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