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ADTLIVEERE p = 38/44 = 0.864
a7 L ILEEE q=6/44=0.136




Hardy-Weinberg® ;% Al

e Hardy-Weinberg® ;%R D pkY) 3L DHIIZ
1 ATILRE
2 KSH&KEHE
3 SUH LR
4 BB BEEIZFLUILDEENFTE

e Hardy-Weinberg® ;%A
HOBEEBARLDELRFEIZKILIERFAL
MENENIEE p & q THNIL, ptg=1,
EBInTFE AA, Aa, aa DIEEI(L
FNEN P2 2pg, P THEZLN, —ETHD.




Hardy-Weinberg® ;% Bl D451 : CCR5

‘CCRE:fifaRBE DY (b hA o ZBE
zO—Fr95ERBELDEETF
‘HIVIXCCRZZR A EL THlRRIZER
AT B.
*ACCR5:CCR5MDNERREERTL
L. BEEZF R -GV /NOEEa—F
9 5. ACCRSDFEESAHITHAaR
EIZCCRSMAFHITLZL D THIVIZIH
Y¥I(Z755B.



Hardy-Weinberg® ;&8 D45l : CCR5 cont’d

EinFE A MARHEGETFE SESHSNZTUIIVEE

HEDEHEE CCR5 0.906 = p

ACCRS 0.094 =q¢

CCR5/CCR5 647 0.821
CCR5/ACCR5 134 0.170
ACCR5/ACCRS 7 0.009
=k 788 1.000

Hardy-Weinberg® ;% Bl Ay i5

CCR/CCRIZ{=FE MHERE L (0.906)2 = 0.821

788 ADER

E

1C(d0.821 x 788 = 647 A

CCR5/ ACCRSE=ZFE D3EE L2 x 0.906 x 0.094 = 0.170

788 ADER

FCI£0.170 x 788 = 134 A

ACCR5/ ACCRSIEfZFER D HEREEE (0.094)2 = 0.009

788 AN D ER

E

A C(&0.009 x 788 = 7.A



Hardy-Weinberg® ;& Bl D 5l : PKU

T AILSURTIEPKUD F A SERE ($1/4,500
B EILIF LA E D compound heterozygote, LD REILDELN.

FHREEETLILEFEDTIDOTLILELTHRL, ZOHE
L R Y

BREEFEDODHEIIENIZEMN?

Hardy-Weinberg® ;& Bl Hvis
g2 = 1/4,5007=hM 5, q DEEFHEE(X(1/4,500)V2 = 0.015

WE-T, BHEETLILOMERE p 1£1-0.015 = 0.985

LT, ANTRESERRREDE) DHEEIX2pg =2 x 0.985 x 0.015
=0.030 (¥93 %)




TIHER 1

Hardy-Weinberg @ F & %[5

it

. BERE4tstrarification: S F LRXEDEE
*E?(TEI’JI o HEEMEITERICHBESN IR

RE - KEIZBITAANEBAN, 10T47, 2N,
r//?fi ERINZYIIEE)

- [E$EAX Edassortative mating: 524 LB D E
= Saa-MpKE-BR-EFENGERE
ICEASNKREEFZ2EIRT HERIZHD.

. JEERIECconsanguity: S LR EEDEE
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ETFHMERE

(&
DER-QEBOEXRHIT 0TS,
TR IR IR REF
LNETIE 1/16
F> 3 el B Yl 1/64
INEZF 15 1/32
= RV 1/8




« REZRGARDBEEMNET.
EERBIZLER, 1+(p/q)F1ﬁiéé'3‘

(p B EEFHEE, q B ERFHEE, FIERXRE)
B AL MRS ;ﬁ;ﬁ_\f’(gﬁ %%

TV RURIE |33 1966

BRI RE 31-40 1977, 1949
EHBRIE 51 1981

Wilsons 33-55 1981,1965




£ RESF | BERME | \VECEER | OF
A0 (1x10-)
=P~ 1950 | 213,148 5.39 400
HA& 1967-72| 1,967 0.86 -
1R 1950- | 26,042 24.58 2835
AARSI)JL | 1955- | 11,424 5.22 387
252 | 1956-58 | 530,000 0.22 23
AR)F |1956-60 | 1,646,612 0.77 70
XKE 1958 | 133,228 0.11 8
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Hardy-WeinbergD EEx[EE 9 HERH 2

.+ SE{RHIZ B genetic drift: /NEF TR 7L ILSEE
NMER (BHIEERZHF ORAEABDEIERE N E
FEOEMGE) ICK>THRARBTEELSS.

o ZE-FEiRselectionDEE (ZETLILHEE

NTISITHKRT S, KELTHET 5H)
ESEE NG E f 2SR T D,

= BB 3 bt E reproductive fitness () A & & it
TR CERLI-BEREBANIOITHFOHZIE
ERRELBRLI-ER: EETIEf=1TRLED
EZ5|ZHRT L =0THS.
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o
hYy Lix Ih-
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EREARDSIEREICHSTH:ER

« SHEGEE ERVEETLUILEREIC 'J}Z_%)
%ﬁg.i.“(i}‘f&l,\ REESAN=0TH-TEH, IE
EDBEGEZFIOATOIZE>THEFEINS.

« REMNSUFLICEEZSHRY, SET7LILDRE
EEARICHT 5:E RN Ho1-ELTH, ARKE
D& 15 F B! (XHardy-Weinberg D F & IZHES.

PKU: =)L R FREE Z<ODBEAEKRETq=0.01
- TATODFEEIF2pg =2 x0.99 x 0.01 = 0.02
g? = 0.0001% 2D TH M EEF D UVI0MNFEET 5.
ERDIERBICEONTHS.



Hardy-Weinberg D FEHHIRRE(ZH D S M EIRE S

A a

7Ll lalFrEE S {Raa
A MNEEEREBEZRIET D

-OERMSKRESNS.
™ TDNIIFREARALE
[CRYEFTEIND. FRE
LTI FEEICES S.

X



FRBREBIEREICSITHER

» BMEELRRE BRIV EETUILREICEZS

B2 FIREVD. ATORSHEN =0THNIE, —

HATEETLILIERESNSD.

¢ HOTIDXIEf =0 DEETIIERITHNS
EHLT FRRAREETHET S

o WEIHEMNOTIFTZEVAELVE B TITFREARLE
BLEEARINDTLUILDINGDAMNENTINS.
HADHI-UDEEE =sq = (1-f)g

BEEALRAE f=0.2
E> T80 %AH de NnoVODNEARLEETHLS.




BEHLHERICEITHER

« XEFHLHERE  SEANIEEEMEIZEIRGE
K)SnEH(E=0) . ATOESOXEFIREEZT
EIREINGELN(F=1) .

« EMEARTHOEETLILDLBRNBIEIZ2I3M K
HIZREFSNS.

« TEARREICHDHET HEERITLID BHEIIAS
BEIZOAMERTHDT, n=sq/3=(1-f)g/3

DMD: f = 0742 T1/31%de novo CTHIE

Hemophilia A: f = ca 0.5 T 15 %hde novoTHIET 5
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EFICAFGRAREZFI-ERITARSNS.
—75(%‘&&%'”:9)‘”"575\&%543!3’] LN RTINS

EEEA | x(1-—f) ? %@*ﬁfi
EBHEr f - B BB E G E
BEEEER [ 2x(1—f) (EFKEIZERENS)
S EIR

XE 5 x(1—f)/3

S EIR




Distribution of falciparum malarié
100 years ago

Distribution of

Areas with a High Frequency
of Thalassemia Disorders

YSEITDREZHIETIY

T H-

E dhigh (- —E 9 5.

BREATSTOEVEDEEFE
[Zihi LIRS,




« HATENEEDNDEETLILIL, REESATIEE
= CHAHN, HAIRR T TEEDATOEEHED
AOREEREIVEESIVEILCEZFDOCENHS.

$ll : SR IR IMEBKE D AT RS ED TS 7 tE

G R IR M BKAE : Hop YT 1=k GlueValZER
RERAKITEOEEOTFEREAR
ANTOEEIEITSYTICRELEL.
B72VIDRI)T7RITHMTERT7LILEEIX0.15
T DDA AN12,387 N T

AA 9365 A, AS 2993 A, SS 29 A




ATORSKORMY #RFOREOH 000
F0UILIAE

p (ADIEE) = (9365 x 2 +2993)/12387 x 2 = 0.877
q (SOEEE) =(29x 2+ 2993)/12387 x2 =0.123

B FEOMFHE
AA: 0.8772x 12387 = 9527

AS: 2x0.877x0.123 x 12387 = 2672
SS: 0.123% x 12387 = 187

AA 9365 | 9527 | 2.11
AS 2993 | 2672 | 8.31
SS 29 187 | 2.02

=1 12387 | 12387 | 12.44
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#2724/ 1% E (polymorphism)

« X=wJ SNP single nucleotide polymorphism
1IEEDEE.
E~TI£1,000 bpl=1 DD EIE THIE.
€7 /LHR(CI50FEHY, TDHELHEELTLS.
« A0 TIAk
STR (short tandem repeat) : CA 7 &E2- 418 R D K 1E
2-10E|F2E D R1ET HnBEE
« 2TYTIAh
VNTR (variable number tandem repeat)
20-50018 £ D BB A Ak R 1GR9 H1EE
e OE—7F2/\—/\1)T—33> (copy number variation)
CNV:1 Kbl ED5/ LFEIFEDIE—HDZH




3DDRFTHIZLDNAZHY

CAATGCCATGGCTACAG GG
GCCATGGCA GCCACACACACAGCA
|snp I=HFSA IAIEHTFIAE
GCCATAGCA GCCACACACACACACAGCA
CAATGCCATGGCTACAGGG

V

THMG5001 27




genetic variation® F ¥ DL A

o RIPBIZBZE 4L wariationlTBREBESIN .
wEADPTC—EHEFEETS.

« REBICEELTHRFSNLSODIHS (BELERD
HNEHERGER)
=»REDhT—EHREFETS.

« JEEIC¥ LU wariationldpathogenick: AT REME H38 5.
EEOEBEGCFEMOFREIOITSL
NTAFREDFHRRDT pL
BEERMNESHN?

KRR




NTRARALT haplotype

R—REBKLICERELTEETSERDECTFEOTLUILEDHEAESHE.

AFO%217: haplotype —

{37 locus (5 - loci)

5 < / FAIO8AT
%C : : diplotype
E :-- A TO%2417: haplotype

x
A FL:allele  FLL: ak\

iﬁ{ﬁiﬂi genotype

Bl—BEFEICHEELTHEETSIEHDZLE (SNPHAULIICNV) DHEAEHE.

ABCDE
12111

122 12




NTOZATELEEH

NnNFoa47ElE
R—BALICBELTCHEETSIERDEGCFEOTLUIEDHEAGHTE.
A BC D E

1 211 1

2 121 2

-

BREATRHIREEHY—HEASZIEIZ2-3NOMTRREARZHGES
500, B FHEEBELARKEVZENTORA4TEEILLTS.

A BCD E

2 211 2

1 121 1

EEFFHAHHEESL2BIEFRID BN ENEEZTRT 5.
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BiLTOEr EEZLEDME

BOPIOUIWOH 32} rT

TFHAYILE
FIo0—3%
ErF FooT— | FHURETYRE Gigantopithecus
Hominidae [ 51)5 /8 Gorilla Gollira gorilla
F U P—J& Pan Pan troglodytes .~ Pan Paniscus
ErEEF HAS2OTRE Sahelanthropus S. tchadensis
Homininae

A 081> & Orrorin

O.tugenensis

7 ILT4ET Y XE Ardipithecus

A. ramidus

r—7> ka7 A& Kenyanthropus

K.pltyops

7 AR BE TS XE Austoralopithecus

A.afarensis

A .africanus
A.anamensis

A .bahrelghazali
A.galhi

NSO RJE Paranthropus

P.aethiopicus
P.robutus

P.boisei

ErE Homo

H.habilis

H.rudolfensis
H.ergaster

H.erectus H.e.erectus .~ H.e.pekinensis

H.antecessor

H.heiderbergensis
H.neanderthalensis
H.rloresiensis

H.sapiens [ H.s.idaltu .~ H.s.sapiens




ANFEDOT7 ) hE—iEiRER

DNAGTICENIE, EANEDHBEAEIXECEL2BFE
HIZIEFEEL TV =ESNS. ATEBEIDBEERIEREE, W&
HAANEE, NENBETAEEEREIIEENRHS. OF
Y, NEFREDMTHAT7IVAHIZELRTOAMFEEANTELE
DEGCHEBEEZBEANEBEOEOIBOT7IUAMSDHERRK
FREE BN TULSIBKELLS.

ANBEO7IVhBE—ERERICED I, #9255 FERTLIEE
[CHT7 ) HhERE-LEIREANBOEENSEKREICTEBELT-
#®, OJJIIF) - hrhiE - AT X - 4T -E< 5V IL
k- 7SHUWAR-PRT7OT7DEIEM T -R—1) T @IS
D BYERE(C k> TEGFRBMNFHIREINE-ER, 15
BT FEERNRIILI-ESNS.




EELTOEN AFHEATRE

HRETEZLETOABEZESCHREAFBIXEMNErERENEDRE-HETY
A-T-—ETHS.

MR- BRIV -EHESYEM-HESE-IVLVE(ERA)-ERER -
STH-ErEH-EFE-EFER-EFNR-EME.

TAN—(1942%5F) EMFETIIRL—BICALWGA TSSO EEIRE:
R ICH BT H5EMEANBREHT TREL, FREZETLLIE, Th
XEI—DFELATT .

REGHMBICHHTHARANSELHETIE, BOANRTRGTHIBENEFHE
FOWMBERANGFRETHCELHSH. ChEEEEES.

- A\#& (Race) &IX7& (Species) TIEHL, b EMI=H TS EEECETE
ERIFEDHTI)—T, BEENLEZHFHOSTTHLER, B, KEDRE, BigLT
gg%ﬂ#%@%tﬁﬁ‘@%éﬁ?ﬁlz;oftI~&L\5EE'FEE$%¥ET%’>H§"G

‘REEE—EOXIEMFRHZEFELLTHER AISh S ERFZELD. i,
%ﬂﬁ%ﬁﬂ%. SEOER (B ©, R, X, tslBTENEORELLS



EIERIFE

« E{=AIZE) (random genetic drift) : EEF AV ELER
FINSWNVEE, FPRETELVVEGFEEDEFE
HZEINELS.

o RMILVIENE (bottle neck effect) : ERIED #L
WAL DT-h EFH DEAZ A —BRFrI IR L,
T DB ICEE-ECZEEIEARZAEIELT
HZTDFFERHIT=ZRD.

o« BltaEzhE (founder effect) : D ED{EAZE TTIZ
HLWLWEFEIA SNSRI RS- E(RIFE
MEFBLTLCHE.

o EIGHIREN (genetic flow) : REED IR FRIZL
HIELFHEDEL




%2 ZR 58 ERIFE

Ainu (Japan)

Japanese

Indians (USA - General)
Blackfoot (N. Am. Indian)
Navajo (N. Am. Indian)
USA (US whites)

USA (US blacks)

United Kingdom (GB)
Mayas

Bororo (Brazil)
Aborigines

Maoris
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16
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0
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32
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RlaER

o« AlIAE SR (founder effect) : KELEMISH
ﬁﬁbf"l"ﬁﬂd)ﬂﬁlﬁiﬁxl FLOLVERI SN

&, ECFHEEIXTOERAEITIELTSIE
%IH’L'?‘, BRIZHREZTLUILASHEETHEIN
BEIFHE.

o Pll:RRXIF, TIhARiHMI%IZE 1+ S Huntington$E

21z

HRAE

HEICFS

EY D.

» f5:0Id order AmishIZ%$#9 %Ellis-van Creveldj&(d
o RIRICIE AN,
 f5ll: Quebec Lac Saint Jean¥BX Mtype | tyrosinemia



BERE:HIEOHERERDOBHABCCILERFD L

Wet 7LJL &%
Dry 7LJL L% . EVIIVERER

‘dry’ allele

9
.‘ 0"‘ - : : : 'T'\'__'v.
° )"’ o“ e
@ /vla’/
»

‘wet’ allele

(EDBERBICHLE G ATPIEEEAEYMZ U AR—52—0
U &EDL FEFIHEH . 5-FUXRAACA D EFIMHEIZR 0 5)

Yoshiura et al. Nat. Genet. (2006) @’ E:!SA%!S!E!;!%
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SHhSTH2F
FERIIZ, €1
KR 7F7, AT
M EIZHLHE
INRILAK
?k%ﬁ:b
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MR ERMLRYIIRER

o SHSTHE2FERIZ, 1VFRVT, AR BIZHA M VKLU KIELEZRILT-.

o FAARIERBERITHTIT)—S8T, BESN=IRILFT—IT1980FEDEI LU X
RILDOBXDELF3000fE. KEPICEZ EFLA-RKEOXIURSABXEEML, i
BRD SR IZFSCHETLI=EWS. CORINGEENEIEXH LT6000EMEEE, TDHE
HRUEXEHENICESIETHEIICHY, HBRIE D 1)L LIKAEHANER AT .

- COBHFETEFLTWV-HREROEROEGE-TILHRXTIV, FRE-ILIMRE
EVNIELUT=. FbNBEDRETEZERS-HRERIIRTUTILAI—ILAERHAE G
E-HEIVR)DATHD. HEAFL, MBZEOKEZEICEI>TRAANIBAE
TITEGELT=&LVD.

« MASLTHZRSEBEAFLAQRBDICESTRELRVIENEL, EDRIE
MEEREEEDNT-. BRE, ABOBRADIXOBAICTHET SH, BEFMICRT, &
HABDOEGFHOOY ISREHNFENANETHLD I ABEDRNLRYIMRIZE
DEETHHES.

- BEFOFBICENE, REABIIBOHTAHENAONCE-1F#EIFE DRI H
SEAELI=CENBEINTNS. BEEFEEDFEEEMSHEESNT-ADQ DB/
HEIMNEEZEORRE—HTS. CORHIIAERICEZTTNV"YRBETHT L
AR FRICEZTWNVSFMaAVRY 7 A28 ELRHREITFEBLEL.



BeLTOEM HADRKOYREHNTO24THHE

il

MW

A usbralian
A barigines
Akaians
S ninds

Apache (N-0)
Burkina Fasa

Buryats

g
g
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=ERITORES
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SEEZERZ5Z502 £06

Ethicipia

Evanks

French Polynesia
Georgia-Anmenia
Y

Han Chinese

lealand

Irian Jaya
Highlands
Inda-Eurapaan

Japan
Kazan Talar

Kazakhstan
Mide=ast Arabs
Morocon
WMasari

Wi

Mongats
Malaysia

Hew Brigain
Hencis

HW Honwegian

FE
P&

PH
P
RU
=4
B
EL
EF
SN
U

]e]
Uz

W3
b

Persian (iran}

Papua Mew Guinza

Highlands
Philippines
Pygrmy

R Lissia
Saami
Znolland
Salkups
Eputh Africa
Sudan
Sumatna
Tikszt
Turkigh
Uygurs
Uzbak
Westarn Samca
‘Yakuis

Y Haplogroups
of the World

Oa Oe Bc Oo Oe OF e
By B By B O. Om BN
Bo (Of Oao Br [ rizsl rR16[] Other

The data in this map it supposed o represent the stuation before the recent Eurapesan expansion
baginning aboul 1500 A0, In some cases such &8 some Maltive American tribes and (e Maori this
can be done reliably because STH typing was done, In other cases, especially in Amenca, it is
guesswark. The “Other” sectors in America indicabe this. Malive Amercan groups ane labeled by
lmnguage group as Amannd, Na-Dana (N-0), and Eskdma. F, K, L, and F are in soma cases
*tabchal” groups bacause same researchers did not uss enough markers far a full haplotype
debarmiralicon.
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