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Bin&ld, EoFEd, EIrFEEF

[Efz (hereditary)] &%, AFETEHICE-> THL S TFIEEPEDLEIEES
T TOBREZICHVONSDH EET (gene) | THB. & FDHEIX, R-BH
5¥3 9 OOBMERME TN EETFEMFICANTFICEZ S, o[RBT
(gamete)] &MEIN S, EBETIIROBATZHELTZREINERD, Z0BSHELE
DL, F37MEE THRESHEA T NOERICR 2 EHET 5. ThZhofifan
EAENTED &S 2EE 2RO BEFPRO S 2 &5, [7 ) L (genome) | &
&, AEMICTEET 5 DNA (deoxyribonucleic acid ; 74 F 2V RiglE) L0 2BEE
WO ETH D, PEIEEHERT 5 DNAICIIZ L OBIEFHFET 5. I bV R
7 DNAICHEBEETFPEET 2D, I a2 Y 7DNAWRRIE LTRHRELZETH 5.

B2 (genetics) | 13, BZICBHT 22MEEHTH S, EROXSIC, EEIZH
PHFIMED S Z ENFAITH 27 (%K), BEFRHAEICELZEC I -OmBE
R IBEFEZIMSIENHY, hz AR (mutation) ] &5 VI [ Sk
(variation) ] &R, L7chi>C, BIEFELII R E ZHEEEZEZRYM] THL LT
Ao

DIR, Wi 0Wigad, b Mk - BEFICOVTET,

FESE (R 1)
BGOSR

RGBT, 18664EIC MendellZ k> THEENZ XA Y FILOZERNC K > THAE
Sl2EENTWVS, XY FIVOERN [ BEOEAN] a7 O8] TEEOZERI] 2> SRR
D> TW5, AVTFILOZFEANCETIZE S ZWHERLERET 5D, HETHA VT
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1866 & XVF)VDERIDFE K (Mendel)

18694 %8 (DNA) DFE (Miescher)

19005 X F)IDEADBEE (de VriesH)
1902 ZE{RSHDIRIE (Sutton)

1940 1% rSYZIRVVOFER (McClintock)

19534 DNAZES B AEEDHEE (Watson & Crick)
1956 4% EREEFHORTE (TjioL Levan)

19585 TURSIL - RITDIRE (Crick)

19614 BRIES (ARY) O (Nirenberg )
19704 DNAY—OIVIVI5RDBR (Sanger & Gilbert)
19834 RUXS—E R (PCR) SEDBIFE (Mullis)
1987 & BEDNAY—J I Y —DHF5E

2003 & NS ATOYVIINET

20005~ KUERY—IIVH—0FEK-BHRILA

OFEANLBIEFZ IR T 5 L TEDOTHEETH D, A TILOBEANZ, FEREZELIES
CHOBZRSZZ EDLD» 778, 190042 de Vries 5IC&k > THFERS Nz, £D
%, BIEFEOFEL, REAFHORIE (19024F), DNAZES TABEDOHR (1953
), PCRIZEDBF (19834) & &ki<. 2003Ficide Nr /AT ad 7 bas5E
TL, b FDNADOEESIM@EHESNSZ, B v/ A7aYx 7 MI13EOAREN
3000{EM DB ZE L7245, 2000FERICFFESNAZRIRY -7 -1tk - T,
BFIETIIH 1 H, BHD 1000 FLLRTOR 27 ) LIRS R>T0b, &
DEDITBIEHIBEICHELTBY, INZEZISHAL LS ET20MEEEET
H5o

REFOEEEREDTH
REFOEE

MR ISR T 2 REMAE, BEETFEROMad 2 V> S FANETHETSH S
(BE1). EFEMRRYIOEHE, R -BZhens R fafkz 23K OFICET LA E
KTHB. D%, WBHE MIAORDOREARZRFD, ZD D544 KIIEGRER, 2
RIFEREATH S, 23KOFEEE 1y b (—f5EK) £T 5720, ¢ MIZR/HEAT
HHERBEINS,

REFOEABEIIDNA L ZNEZHRFITHL AN T80T, ZOoBGHKEY
T~ > (chromatin) &5, b NOMIENICH S DNAIXFK3.1Gb, ESICLTH
Im (1% 2%7:0) TH5, TOREKREZDNAIHMEHEE EBHICHEET S ETRE
LTWa, SHITHELTABEZ LA ETEDOOTERE LIETHIBNIZND 5
NTW3, DNADERIEEIIX 7 LAF REFRIN, V) VEBEEEERD» SR
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i) PAOSCTEN DNA E1 @ #Hp3 - Z+&&{k - DNA

Y

T\, DNA 2T 2T 48HT, 77=(A), /7= (G), ¥ by (0),
FIV(T) THB., TOHIETTF=2eTT7=V(A-G), Yh¥ Y EFIV(C-T) W
Xt LA 2 1E 5. DNAIGEEM A% L ORETOREZHIE L TV 5,
EZARACEECA RN TAUDHD, ZOCA N TAUDHL RIEME2ZTHI &R
ETEEZETFOFREZHIEL TV 5,

19904EA SRItAE Nz M7 ATy x 7 MICk D DNADRRFIA@HES L
FUN % IA—- R HBETORIN2T~3ThrEeELLNL, BETLW
WEN 54X, 2DNAODLITPIZL~2%T, ZOftiDEERKICIZnon-coding RNA
(NcRNA) L ba b T Y ARV UPFET B0, N5 DEENTORENIVE L
SIS TV,

BEE (E2)

BIEEHREFIEA 272010, b bOBEERERMEFICOEILENDH S, Filfa
DR SEBFO—EEEERT 57:0, BESZ (meiosis) EFFIENBBHRA A
5N%. BEPHIE—ERIHEE BRI RI PN, E—REIHEENIE2ERD
MHRREEDPZNETNERSNS, BRI HTIIHERREARP L, &R
TR AP T EEL T LA DOREEDSEFEFICNO 5D, FH—RE
IIIHFRR AR TORY E AR DI %o NDEREOREE LD, ZOWES
BOBEFITEY QAR HE), 5> (Down) FERRE (21 UV I—) U547z
L% — (Klinefelter) TEMERE (47 XXY) 72 EORBIAREDNHET 5 EDH S,

BT FOBE L& FHIR

DNA LOE&EFIE, FuEt—%—, =7V (exon), 1 ¥ hu (intron) &>
ToHEEE LS (BE3), TV VIIHIRESNAHBOZ ETH S, 5 E 3" i idEl
RENZVHEENDHY, ZhZFh5UTR (untranslated region), 3'UTR &FRiEN
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O IGSF1 EZHiE
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IGSF1 (immunoglobulin superfamily member 1) BHiEIE, RO HHXiEH
RIRFREE MEZ T 9. IGSFLIZX Pk RICFEIE L, X EEHEEREER
Do PIREFRIEEEEETREICIZ, EABY, TusrF ok T, BEHE
F, RN, FEERA- ZERESEEED LN DD, FREBEEET S EREROEE
&, BEED SEIEE THET %,

ER

AR R R RE R TREQJRIN & LT, 20128RICA T VDT N—F12 kD
IGSF1 BHENSRIICHE SN2 bHETIE, 2013FICPR S Ik DG sz,
IGSF1iZ, BEMICIZA e ADaL ey =L LTHRESN72D, BRI
Inhibin binding protein (InhBP) &fig & hiz?s 20 2EFNIIGSF1 O cDNA 7
JU—ZYTENTWVIER, £DA—RT25 N7 HFInhBP E—HLTWwaHZ &N
HEHAL?ze COMRNAIZT Y FOREFICEFICHHALTBD, FEMEIF N7
TA ey LY —0aLe Sy - LTEHE, TU/FEOERZEET S L
ESNTze UL, IgsfID /) v 777 b= AT, FSHLNL, AFHRE & HIERE
Thoz¥ £z, TTAREEITF Fba7IiEIgsf 1 ZHEBELTLRWI EHHS
MY, ZORENIAHTH>72Y, UL, IGSF1 EHH RIS RE RIS
ETEDREETH 2 Z EAHBAL, IGSF1 ORK T TEA HFRIREICH T 5@ 2
FHEND XS m->7,
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R

RS OFAETIE, PIRMELEREFIRIEEEE TEOHEII3HAICL AL SN,
IGSF1 BHEDSEIZSHICI ALHERESNTWS Y, kiR RIS R E
DOHTIXIGSF1 BEEOHENRLEV. MEIXXEEMABEERZIEAZ &5, 16k
AR SE R R EE R TR IR B IRICZVWC EPME SN THBD, ZHIXIGSF1E
HEDHENEWC LICKVHHTE S, T, XRBEORERILOEIEIC
& o TR LVE > ORERRTIEFIDIHES N TVEY,

| O

A (1)

IGSF1 EHAEIX, XPEFEER26.1 EICFEET 5 IGSFIDRIEH 5 WIZERIC X
STHIET Ho B1IC, MESNTVERE, BREF LD, BROKY FAKRY b
I LR WD, BRIIFEAECRIEET 5o I ALY AZEIIMEEMITIC X
0, IGSF1% 87 OB EEIRLI L, MREAOBEHIREE S WS EREEAR L
HESNTWVD,

| &

p.Asn380GInfsTero RSN SEL eSS
| | mmapsms
N Araaaa TATAVATATATATATY ;P
p.Leu569PhefsTer16 4T T p.Val1282Ter

p.Gln645Ter ———————— p.Tyr1137Ter
p.Glu670Ter p.Trp1173Ter
p.Trp1173GlyfsTer8
p.Arg1189Ter
p.Glu1200ArgfsTer3

p.Thr698HisfsTer24
p.Ala713_Lys721del
p.Glu750LysfsTer28

p.Cys1231Gly
p.Arg762ThrfsTer7
p. Ser770Asn-Leu773Phe L p.GIn1017Ter
p. Arg799Ter p.Cys1043Arg
. p.Val1082Glu
p-His808Ter ————— p.Pro1082TrpfsTer39
p.Ser863Cys
p.Ser863Phe —p.Arg977Ter
p.Arg997Ter
— p.GIn885Ter
p.GIn905Ter
e p.M907R-F909I
B TFRIE p.Cys947Arg
42kb
A\ W
Y 126kb 3
207kb
328kb
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IGSF11%, 12fHDIg KA A >, BEE@EHS, HOCKREZET S (B1). RIS
ENEKPEIMiE N, 7TEDIg KA A AN, v CREAHIEMNICHRT
%Y, w7 AIgsfl mRNA, 75, TE(E, SUE NI, BHEICHRTSY. /-
MR, ez I b FERESRO 615 Y,

<7 ZADFMAEBRE T, WE RO Trh= 2 —a i IgsfIZFHE L TLz v,
TEAEY AT O TIZIgsfIIFRRALTVWA I ENRSINT WS, Igsfl /v 777 b
VI ADMBE T, Ts& TSHIEPREEZRT . LK FEHTO Trh mRNAD
FHEIITTEL TV 5, FEATO Tshb mRNA OFRFEINIERD SNz, 351
TrhZZBE Trhir]l DmRNAOFHEMERLTW B I ENHLPICS Nz, DlED S,
Igsfl /v 2779 <7 ATIEHREOFIRIEEREE NEZFR Z 925, Trho Trhrl %
N LIz T F GERE SRR RIS R TEOBR EHES NS, Larl, &
D& SITIGSF1 A TRH-TRHR D ¥ 7 FIUEZICEE T 551, BEDEZARHT
b, £z, BEABE, BEHOBRLAEORHTH D0, ZOREIIOVTHREH
SINTVRW,

| On

IGSF1 BEEOEKMEHERNIOREL &1 © IGSF1 REREOBRIMSE
77 £7-, BEHIER22ICEED2>T, FRIFRES $ERZ (%)
AR RSB FREDREIRE LT, T | PRIREEEE T 100
B, SRR, (REMMAR, |EAER 80
FERSETFSND, NR, pEECE, @ Tl Z0E 65
Wiz, ESESBEORcnscy (DR >

. BMI & 75
KB, i, BAURULEESIC, TSH LN
) FOSTF VMRS 60
EFTLORBEEIEIC K B2 HAER Y AR Y =
BENIVEDWAZE (\R) 10

)—=>7%7(NBS) 217> TWAHHIETII,
NBS THRREENBZ WD 5,
AETRBNZDIE, |UTHRULD,
RABITORBEBEBAPHI80% DEBFE RO S6NH T ETH B, £z, BEYILEFIE
HTH 5. RAMITORBEMEE, TA N ATF0 Y P—fRRABEICHEEL, K%
HENTWDY, EHENIER TH S,

HAEREITAE L (R2), /NEH, RAZELCT, BYZFRERLVERETY
Mz 2952 A2V, BEERER T, B ORHICHEEZIT-o TV 515

128 \

BMI:body mass index
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IGSF 1 £

HAE22 DB, EHAET3528gIc THAE L. RIEREICHRIFRERIZZ Lo
E%RSHEOHERYAZAZY—=>7"TTSH 1.7mU/L, FT4 0.74ng/dL®D 7z
®, ERI6HBICHRMEZ{T>7e ZOFERTSHTSH 0.6mU/L, FT4 0.51ng/
dLTHY, B ISHBEIEERZL L7z, ETOMETIE, TSH 1.76mU/L,
FT, 0.76ng/dL, @®EFEL2ZD. PRELREFRIEEEREE 28, L
RFOFT > (LTs) OBEZ2BIA Lz, 6F CORBBIIZITo 7255, FRIEY > F
7774 TIEHERBRIEFICHE SN, TRHARKER TIE, TSH, PRLIFME
RIig%ER LIz (FRD). HEHMRITIE, FUKTNHR- TEREEBIIEE THo7. £
D%, LARFuFy oB5EMkE LY, BEHIGERERNT, 148KV LHO
FARZRRD, 17RETICTRERIITER L7z, 21K TEEARIZAA 15mL, &
F12mL (g 17mL), METAMATOVIE780ng/dLTH->7z. T DEFIT
WX IGSFI D 1 BREOFEA %D, BfA My I RV 2B AT H2ERNSEES N
(p.Pro1082ThrfsTer39),

&0
R () 0 15 30 60 90 120
TSH (mU/L) 245 | 490 | 5.17 | 428 | 3.10 | 2.55

PRL (ng/mL) 0.25 0.77 1.18 0.67 0.62 0.40
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» Tajima T, et al:A novel mutation of /IGSFT in a Japanese patient of congenital central
hypothyroidism without macroorchidism. Endocr J. 2013;60(2):245-249.
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IGSF1 £S5

EHSHOMAER, TS, WAAR, EHREE RRE #ET, FiElREd
IBEEICAREE ko7, ER37E0BICHEFRIMTHIA, (A5 3555g Tlarge for
gestational age Th -7z, 7z, FHEETARO AP EHEFFHEZEDOENTT + 10—
HFTHo7.

FIR2H 1A E 30208 (HAERED 5 15% ), EFZR07», FIRIHEIIRD &«
molze KEEEREMHERZOHBIE 2L, MEMHE<T, TSH 1.10mU/L, FTs
1.09pg/mL, FT,0.3lng/dL, &Y ULY>19.85mg/dL, EHELULL Y
1.0lmg/dLTH > 7z. BEEMRUIIEH TH o7z FHRMEFIRIREHEE TES 2
L, LRFaF>r (LT, 5%
MU7z. 72, WEICHLTIRESE (@D

BEZITo 7. LT BIMARIE, T, EZ 11228
ERGHHL, BHRERELLS | . ik
oo BORMIE, ROPRBMES 239t (kg)
THHBIL, SRR T oo —350_60
REEBZMRL, LT, 2B L7,

BOREMEERT @D). 20 ] >
CEEEBILTLAY, BEOME O 40
SROBLARL, WEEELTL O 2500
5o CORBHITRIGSFIO Il :'fgg'zo
DRE, THUCEBWI73GEsTers 0 10
DEREFELT. VT3 3 3¢ 3 ¢

Xk

» Oguma M, et al:Two siblings with congenital central hypothyroidism caused by a novel
mutation in the /GSF1 gene. Clin Pediatr Endocrinol. 2018;27(2):95-100.
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