A common Iinversion under
selection in Europeans

Nature Genetics 37:129-137
Stefansson et al. 2005
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Uuringu maht

17921.31

MAPT geen, mikrotuubuliga seotud geen
tau, haplotutbid H1 ja H2

RP11 BAC kloonid Uhelt inimeselt,
naplotuubid eraldati markeri DG175142 ja
aheduses paikneva deletsiooni pohjal

60 mikrosatelliitset markerit paigutati
kromosoomispetsiifilistele kontiigidele
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H2 kujunemine

- 77 kb 10ik MATP geenist

- H1 ja H2 eristumise toenaosus 10000
iIndiviidiga populatsiooni juures, kus
keskmine populatsiooni intervall on 30
aastat on 0,006737
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H2 kujunemine

Krosatellitse ja 95 SNP markeri
, mis asuvad 424kb pikkuses
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LD struktuur CEPH ja Yoruba
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Laste arv H2 kandjatel

Table 1 Relationship between number of children and H2
carrier status

Coart Predictor Estimate Stand ard amar & alus
Combinad ‘faar of birth —i0.0340 0.0008 00000
Carriar of HZ 00796 0.0259 0.0025
Sax 02380 0.0190 0. 0000
Famals ‘faar of birth —0.0331 0.0010 0. 0000
Carriar of H2 i0.0907 0.0338 00068
Malz faar of birth 00349 0.0012 0. 0000
Carriar of H2 006749 0.0375 0.0719

Results from multige mgression analyses for a cohart of 16,959 famales and 12,178
malkes born betwean 1925 and 1965, provided for the entive cohort and for the
famales and makes analyzad @eparataly, The ragression wes weaights that ane inversely
propartional to the prabability that a pasaon will be included in the regression,
Standard eroms and P walues am ampirically determinad basad on 10,000 simulations.
The estimated effacts presantad hare ane statitical; they do not imply causation,

as the results could be a consaquence of the HZ chromosomes being comelated

with same unknown functional wariantis).



Rekombinatsiooni aste vs. H2

Table 2 Relationship between recombination rates and the number of
HZ chromosomes carried

Rasponszs Stancand

{recombinations) Pradictar Estimate arnar Fvalue

Total Mumbsr of H2 0.4721 {1.04) 01180 00002
‘fzar of birth —0.0024 00064 07037
Byaraga age at birth 0.0838 00152 00000
of affapring

Telamaric Mumbsr of H2 0.0257 {2.24) 00092 00047
“fzar of birth —0.0006 000056 02130
HAyarage age at birth 0.0077 00012 00000
of offspring

Mantzlamaric Mumbsr of H2 O.4465 {101} 01160 00004
‘fzar of birth —0.0018 00062 07724
Ayarage age at birth 0.07 860 00148 00000
of affspring

Results trom mufiphe regeEsSs0ns Using |Meerson count, maothers year of beth and
mothers avemge age at berth of her offspring &8 redc s, and using the total genoms
and the ganome divded into telmen:e and nontelmene nsgions as the thnes dittensnt
respanses, The telomenc nesgion for each chromosame anm & the region including all
genoiyped makers within & cM of the most telomenc marker for that amm. In aggegate,
the telomenc regions account for 2.5% of the total genomac length. Data is basad an
5,012 maothers bom betwean 1925 and 1955 with at least two children genotyped.

For HZ, the estimated perceniage ncrassse per ooby 13 Indicated in pareniheses.



Rekombinatsiooni astme tous
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Supplementary Table 3. The distribution of number of children for 82,992 [celandic
males and for 79,811 lcelandic females born between 1925 and 1965, Included in the
table 1s the number of males and females, respectively that have one, two, three, four,
five and six or more children according to the Icelandic genealogy database and the
corresponding fraction of the total number of males and females. Individuals that have
six or more children have been pooled into one bin. Also included in the table are the
corresponding numbers for the 12178 males and 16959 females that have been
genotyped for the inversion markers.

In the gencalogy database Cenoty ped for the mversion
Mumbser of
Childen  Males  Fraction Femalkes Fraction  Males  Fraction Females Fraction
i L6366 0,200 0544 0.132 1177 0.097 764 0,043
| 2145 0098 8374 0105 043 0.077 1235 0.073
2 8521 0.223 [B363] 0,233 2639 0.217 ATl 0.218
3 20889 0252 22533 0.282 3623 0.298 5400 0218
4 [ 1109 0134 11745 0.147 2097 0.172 3202 01809
5 4367 0055 4620 0058 Q52 0078 1461 0086
G+ 3195 0038 1364 0,042 747 0061 | 196 0071

Total §2092 1.0 TORL |0 12178 1.0 | 6950 .00




LD HapMap-I CEPH andmetel
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Duplltseerunud purkonnad |n|mesel

»10kb pikkust

» 95% sarnasust

Bailey et al. Science
297, 1003-1007 (2002)
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