[H#k 2]

M4 : A missense mutation within the helix initiation motif of the keratin K71 gene

underlies autosomal dominant woolly hair/hypotrichosis
(Keratin 71 i&{s - @ helix initiation motif N I At > AR HIZ K 0 F YR B a1k
e BIE/Z BIEZ AL D)
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SERVEMEBIE - ZHBIEIX. A TReH 2V L0 Ml < M 7o Feffny e B 22 L flix
DREDOZELZEL DMLBEMNEEZEERTH D, AEIT, BB L0 FTaKS
PR MERE B IE/Z BJE (autosomal recessive woolly hair/hypotrichosis (ARWH/H)) &
i Y00 IR R i s MR A B iE /2 B JE (autosomal dominant woolly hair/hypotrichosis
(ADWH/H) I S8 X 1%, B{EE Clo ARWH/H oSS T & L. lipase H
(LIPH) i1z 1 & lysophosphatidic acid receptor 6 (LPAR6)IE{x 1D DN,
ADWH/H OJFEREL & LCE, A4 TN 7 F > D—>Th 5 keratin 74 (KRT74)
B FRRAESNTND, BIRENZ L2, Thb D 3 2D|IE T, BEEZORERSE
BOWREIZEELFECDNTEIRE (inner root sheath (IRSHIZHFFEAJIZFHELL TWDH Z LA
TnoTWD, T35, ARWH/H & ADWH/H 13 & 612, IRS ORERER., FERER)
WRELDTESH, EWICEIS PR EZRL TS LB 615,

HEEE DI, BER OISR FICE RN FE SR d > 72 ADWH/H BE D 1 FRIZ
DUWTHENT 24T\, keratin 74 & [FAARIC IRS ICRHRICRBT 24 A TN T F O
—2>Td 5 keratin 71 % 22— K4 2% KRT71 85 ICRIAER % R LT,

2. Fik

BRI ADWH/H & 2W L7mBEB L RZOZERD A 23— L 0 BRECL 72 i H»
557 A DNA I L, [AIEOFK & 720 9 2 EMEE I OWTH U H—IETH A
VI N — T A To T, FEINTEHHROLRIZONT, @Ay ha—b
200 A7/ 2 DNA Z W T PCR-RFLP (6 TR 7 J —=2 7 %1772, KIZ, FES
NI ERPHEL - BEEIC KT8 % BRA BAERZ N Z4 0 keratin 71 %168 %
Bl &7 B M 2 O CEEBUR R BETE TR L 72,

3. #R
B 5 ARV, A PR 0 SRS 2R, Bem UL EICHR LAV &%
EFCREE L, BEOM, JEE L RO bR TH > 125, BEIMERIZR 27
St Fi, BEORBLURFOMUR bFRBOIERE R LT, B LV ERLE
Bl & AU T UG ORI LT & 25 BEORERE 2 R8T HHEHN 2 5h
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Teo LEDOFTRZRG L. AZF %% ADWH/H & EFIRZH L7z,

AR FFRHT DGR BEAM O BARR T ICE RPN FE SR> T, EDHZE T, IRS
(CHFRAIC BT 5 KRT71 s DA RIZ X - T wavy coat <° curly hair # &4 5 &
TAEY (TR Ty b xa - AP RESH TN END, HIFFELIE, &
MZBEWTH BB FICER L FFOFE RPN T DO TR WD ARG A 3L T CREHT
ZiTolz, TORfER, BEBLICEREDORKB O KRT71 Biafic, IAL AER
(c.422T>G (p.Phel41Cys) B ~7 a S B CRIE Sz, A RIFEE A2 e —u
200 ANICITRBO R oTz, BEMRICI T 58 EHiAMEE Tk, HaCaT (human
keratinocyte) {3 I O Ptk2 (kangaroo rat kidney epitheliaD#lifid & &2, BRI D
keratin 71 ZRHSEZ DT, ZNENOMBRONIENEDZ A T T T F o Thd
keratin 14, keratin 18 & & % (T keratin intermediate filament (KIF) % /A% L (£ 72
AR RE A HEFF L7-, L LERM D keratin 71 1, T 21 keratin 14, keratin 18
& & BRI ERE LI 72 KIF 2B C & 3 Re I ilhe 2 ok L7,

4. B L

AWFZEIC TN T, HEEE S IR ORI IS 7 2L R D72 ADWH/H B#E D 1 %55
ZOWTEE T 21T, & P TIHREICHE S TWRY KRT7] Bin It 2t
VABERERE Ui, MERIX, XA T 15 T7F AT Nr 7F o RA~T a2 &K
LT KIF 2 -5< 2B3ICE# 7 helix initiation motif (HIM) WIZ4EL7=
non-conservative 727 X/ FEEHL T D | KFE ML 2 H W7o BEREMEIT OFE R b HoE T,
R AERTH D AREMEDR O TERWEB X biL, AIFEN DL, HiEE DIXEEZOME
RLEBE ORI EE L BUNEBRICBW T, ZRMO keratin 71 23 IEH 72 KIF Ak
%[l 7 % dominant-negative Zh 575 ADWH/H FJED F7- 27 CTH 5 & HELZL, fidm
7,



