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45 4 A Missense Mutation within the Helix Initiation motif of the Keratin K71 Gene
Underlies Autosomal Dominant Woolly Hair/Hypotrichosis
(Keratin 71 iBf57-® helix initiation motif PN I At L AZEH|Z 11 FY AR
EVEEEMHEEIE 2 BIEZAE L D)
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1. Hx

JERMMHRIE - ZHBIEIT, A FRED DU NTS DI X 0 < i 7= R 2B 52 L e OFEFEDZ B2 4
UL Ri7aB ot BRRCTH D, NEL, B X0 E @SBRI ETEIE/ 2 BE (autosomal
recessive woolly hair/hypotrichosis (ARWH/H)) & & Yu o (8 B An MG B E / Z BJE (autosomal
dominant woolly hair/hypotrichosis (ADWH/H) ) {Z/3%8 X 45, BIfE & ClZ ARWH/H OJFRE &1 & LTI,
lipase H (LIPH) i&Efs¥ & lysophosphatidic acid receptor 6 (LPARG) Efmt-0D 243, ADWH/H DJFiALE
fofl LTk #A TN T7F o D—>Tdh5 keratin 74 (KRT74) WA F-DNEE STV D, BN
LI, 2B D 3OO 1E, BEORESCEE OUPEIZEE 2 BONEMRE (inner root sheath (IRS))
WZREBRPTHEBL L QD Z EDV-oTD, 37205, ARWH/H & ADWH/H IE & $1Z, IRS OFERER, FZRE
HIFFNEC D720, AWV L= RBERZ R L TWAD L2 bivd,

HFEE DIL. BEAOBAE S A RMFEE S72h -7z ADWH/H BE O 1 Z5RIEDWTHIT AT,
keratin 74 E[RERIC IRS \ZRERINEET 24 A TN r 7 F 2 D—>ThHD keratin 71 Za3— K75
KRT71 Sm IR i A T U7,

2. HiE

FRPRAIZ ADWH/H & 227 L= BB L O DZERD A 73— K O ERER U 7- M h> 547/ 2 DNA A L
[FEREDIRK & 720 5 BFAHEIE FAZ DWW TH U W —IETHEA VT "o —F 2 A& ToT, [AE ST
JROBEFINZONT il A3 b a—1 200 A% 7 2 DNA % VT PCR-RFLP (A CA Y U —= 7 %{TH
7o WIZ, [AIE SAVICZE RV « MRS RIT T8 28508 BpAARIZ B0 keratin 71 Z- 1P
Bl X W7 2 O CaoEh AR R A T LT,

3. AR

AL B L, A TIRE R 0 M MR BEEE A SR, B em BA RICHR L7222 & 23R okbe L=, §A




Zoft, JEEEWEOSM B Tho7o0y, BEMERTRD R0 oT0, Fio, BEORB IO OM
R FRERDIERZ R L Qe BE LV B2 E i E FIREE TR LT & 2 A, BEOME
B A RS DRGEIRD A DIV, VL EORTRAKRE L, ARFR%E ADWH/H & ERARZHT L=,

BL FRSTORER, BEERIOBHIE R I RDRIE SNl oTe, WEDITFET, IRS (RRRANIEH
95 KRT71 B FDOEEIZ L > T wavy coat L curly hair 242708 (VAT k- xa-
A X)INRE STV Z D, HFEE OIL. B MIBW T RRE L AR AR OGR0MFAET 2D T
(TR EAGERE LT TIRIT2AT o7, ZORER, BEB I OB OO RITL B, I A A
2558 (c. 422106 (p. Phel41Cys)) 23~T mEERTCRIE S ATz, [FIZRRIIHEH A= hr—/1 200 N2V
W7Ro Tz, BEEMIBICIT 28 ChUARRM#EE TliE, HaCaT (human keratinocyte) #ifilds KO Ptk2
(kangaroo rat kidney epithelial) #llitl& 12, BFATD keratin 71 ZFHAIETZHL DT, FILENOHM
JADPNIE D X A 771 75 F T D keratin 14, keratin 18 & & T keratin intermediate filament
(KIF) Z Tk UIEH 7o M RE AR LT, L LSS keratin 71 13, Z4E4 L keratin 14, keratin
18 & & bICKEEPHICE-E LIEH 72 KIF 2 TP C & AR Chlhe 23k L=,

4. BELfEm
AWFZAUZIBNT, HEEE OIS S TAZZE RO/ ADWH/H BED 1 ZRICOWCls FRT
ATV, B N CIRREITHRE STV KRTTL BIE TSI AR U AEREEE Lz, RIERT, 247
L7 oF e ZA TN T7F o7 28Kz LT KIF 2-5< HFRIZEEZR helix initiation
motif (HIM) PNIZZE U 7= non—conservative 727 X/ BAEHLCH V) | BEeiiins FV \-RSEET O R 5
T, JRERTH D RO TRV E B X B, AR D, HEEE DITBEZORESEED
FERRICEERBONEBRBICB T, ZERAD keratin 71 N IEF 72 KIF B2 HET S
dominant—negative %23 ADWH/H FIEDT7- HHEFCTh B S HEES, FEimlhiT7—

FEEROES

FERMMEEIE « ZHBIEIT, WY ERHMERIENEEE/ Z BAE  (ARWH/H) & FYe B i i/
ZEGE (ADWH/H) ICXBIEND, 2D 55 ADWH/MH IZOWTIE, keratin 74 (KRT74) s )N R RS G T &
L ClHRIESAVTW D, ABFETIE, Z OBEAIOBAIE S FZZERAEE S /en o 72 ADWH/H BB D 1 555
R L. EORIKE S FOfr 21T o7,

ZOFERL. keratin 71 OBET KRT7TD 12, I A BV ABENFRIE SN, £, AR A=
VR WD o T, DI, BIa PR S B-Easialc L o8 thuiiBaEiMr 217 -7- &
Z A, BAFLD keratin 71 ZZ3BLESETMIACIE, keratin 71 2SPNEMED 7 ZF & & 1T keratin
intermediate filament (KIF) ZJERLL TUVoAS, 2R8I keratin 71 Z3HL S E/- Mz TE, 1B
W72 KIF S CT& Aedoiz,

PLEORERIE, KRT7T1 OZEFUZ & 5 ADWH/HAEDMFAE L, RO keratin 71 23NEH 72 KIF R FHE
9% dominant-negative ZERNFIED L= D87 CTH D Z E 2O THOLMNMZ LIZH DT, ZO IR
SCOFAGERL & L COMEEFRD 5,




