PE3IOMETA HA HAYYHMTE IIYBJINKALIUN
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1. Betcheva, E. T., T. Mushiroda, A. Takahashi, M. Kubo, S. K. Karachanak, I. T.
Zaharieva, et al. Case-control association study of 59 candidate genes reveals the
DRD2 SNP rs6277 (C957T) as the only susceptibility factor for schizophrenia in the
Bulgarian population. - Journal of Human Genetics. 54(2), 2009, 98-107. (IF:2.942)

bnarogapenue Ha pa3BUTHETO HAa MOJEKYJSpHATa MCUXUATPHS Mpe3 MOCIEAHUTE HSIKOJIKO
neceTusieTHs: 0sixa WACHTU(UUMpaHW penuia KaHAWJaT-TeHH, KOUTO Ouxa MOIJu Ja ca
acolMUpaHu CcbhC Mmu30oppeHusd. [omsaMm Opoil MpoydBaHHS YECTO BOIAT JIO CIOPHU U
HEOKOHYATEJIHU pe3yNTaTi. Bernpeku ToBa. Oelie yCTaHOBEHO, Y€ BCEKH OT MPEANoaraeMuTe
KaHIUJIaTH CAMOCTOSITETTHO OM MMajl cliabo BIMSHUE BBPXY MMOJATIMBOCTTA KbM Ta3u OOJIECT.
B HacrosmoTo mnpoyuBaHe, chOOIIaBaMe pe3yJITaTHUTE OT PEIUIMKaTUBHO NpPOYyYBaHE Ha
acoIManys, MPOBEJACHO Ype3 M3CleABaHe Ha 255 OBITapCKH MAIMEHTH ChC MM30(PPEHUs U
mu30a(hEKTUBHO Pa3CTPOMCTBO U 556 3apaBu KOHTpoiu - Obiarapu. OT nurepaTypara Osixa
noabpann 202 eguHWUYHH HyKJIeOTUAHU TonuMopdusmu (SNPs) B 59 kanmmgmpar-reHa, 3a
KOUTO BeYe ce MpeJroiara, 4ye JONMPUHACAT 3a MOAATIMBOCTTa KbM 3a00JIsiBaHETO; U OsXa
reHotunupanu. Ot 183 ycnenHo renotunupanu SNPs, equHCTBEHO MOIMMOpPGU3MBT 156277
(C957T) B DRD?2 rena (P = 0,0010, xoeduimeHT Ha BepoaTHOCT = 1.76) Moke Ja ce cuuTa 3a
3HAYMMO aCOIMHUPAH ChC MHN30(PPEHHATA ClIe]] PEINTUKATUBHOTO MPOYYBaHE MPOBEACHO BHPXY
HE3aBUCHUMM U3BaJgKu. Hammre OTKPUTHS NOJKPENAT elHAa OT Hal-IIUPOKO IPHETUTE
XHITOTE3H 33 ETHOJIOTHATA Ha N30 PEHUATA-JOTTAMIHEPTUIHATA XUTIOTE3A.

2. Karachanak, S., S. Fornarino, V. Grugni, O. Semino, D. Toncheva, A. Galabov &B.
Atanasov. Y-Chromosomal haplogroups in Bulgarians. - Comptes Rendus de
L'Academie Bulgare des Sciences. 62(3), 2009, 393-400. (IF:0.27)

C nen 1a ce Bb3CTAaHOBU OBJTapcKaTa reHeTUYHA UCTOPHS N0 OalllyHa JIMHUS, aHATHU3UpaXxMe
Y-XpoMo30MHaTa M3MEHYMBOCT U3 IsylaTa CTpaHa. Ta3u mbpBa MO poAa CH JEHHOCT Oe
M3BBPIICHA Ype3 TeHOTUNH3MpaHe Ha 13 OumanenHu mapkepu B m3Bajgka oT 127 Obarapcku
MBbKe. Te3n Mapkepu OIpeneisT OCHOBHHUTE XaIUIOrpynH Ha Y XpoMO30MaTa W HSKOU OT
TEXHUTE MOJAKIAAU. YCTAaHOBUXME MET MpeoOsafaBally XamjaorpynH, KOUTO BEPOATHO
OTpa3aBaT TPU Pa3iIUYHU €Tala B 3aCEJIBAaHETO HA bBalKaHCKUSA MOIyOCTPOB. Y CTAHOBEHUSAT
npo¢u Ha Obarapckara Y-XpoMo30MHA U3MEHYMBOCT Oellle CpaBHEH € TO3W Ha IOIMyJIaluy,
MPEJUIIHO U3CJIEBAaHU IPU CBIIATOTO HUBO Ha (puioreHeTuyHa pesoitonus. Bs3 ocHoBa Ha
TOBa CpPaBHEHUE U HAa HCTOPUYECKUTE MAHHW, HUE YCTAHOBUXME OINPEIEIIEHO IO-TOJIsIM
WH/IOEBPONEHUCKU OT IIEHTPATTHOA3UATCKU PUHOC KbM ChbBPEMEHHUS OBIArapCcKu TeHOPOHI.

3. Nelis, M., T. Esko, R. Mégi, F. Zimprich, D. Toncheva, S. Karachanak, et al. Genetic
structure of europeans: A view from the north-east. - PLoS ONE. 4(5), 2009. (IF:
2.766)




M3nom3Baiiku aHanm3a Ha riaaBHUTe KomrnoHeHTH (PC), u3cinenBaxme reHeTUYHHUSI ChCTaB Ha
3112 muna ot EBpona, cnopea nanaute 3a moBeue oT 270 000 enMHUYHM HYKICOTHUIHU
nogumopdusmu (SNP), renotunupanu ¢ miatpopmara Illumina Infinium. 3a ga ce cBene 1o
MUHUMYM eQeKkTa Ha pa3Mepa Ha H3BajgkaTa, npu koxoprure c¢ Hajgy 100 nmna, Osxa
M3IIONI3BAHU JAHHUTE 3a CTO CIy4yailHO u30paHu mTpoOu, MOpaaud KOETO aHAIu3bT Oerle
npoBefieH BBpXxy obmo 1 564 mpoOu. Toil mokasa, ye TreHeTHMYHAaTa CTPYKTypa Ha
eBpoIielickara MoIyJjalus TACHO Kopenupa ¢ reorpadusrta. [IbpBuTe 1Ba rmaBHU KOMIOHEHTH
rojyepTaBar reHeTUYHaTa W3MEHUYUBOCT, CBHOTBETCTBAIIA Ha rpagueHTa
CEBEpO3ana//IorOM3TOK U MO3MIMOHMPAT TMOMyJalUMUTe NPUOIU3UTENIHO CIHOpe] TEXHHUs
reorpadcku mpomusxos. [lomydeHara reHeTHuHa KapTa 00pa3yBa TPUBI'BIHA CTPYKTypa C a)
®unnanus, 6) bantuiickus peruon, ITomma u 3anaana Pycust u B) Mrtanus Ha BbpXoBeTe U
r) Llentpanna u 3ananna EBpona B meHThpa. BbTpe- M MeXIynonmyJaalMOHHUTE Pa3iudus
0s1xa KOJIMUYECTBEHO omnpeeneHu upe3 A hakropa (cbve croitHocTu ot 1.00 1o 4.21), nHAeKC Ha
¢ukcupane —Fst (cve croiitnoctr ot 0.000 mo 0.023) u ot Opost Ha MapKepuTe, MOKA3BAIU
3HAYUTENIHU PA3JIMKH B AJEJHUTE YECTOTH MPH CPAaBHEHUETO HA IMOIYJIALUMUTE IO JBOWKH.
YcraHoBeHHAT A (aKTOp ce H3MOJI3Ba 32 OLEHKAa Ha HAMaJsBaIIOTO JCHCTBHE BBPXY
CTaTHCTHKATa Ha acoLMalATa, KOraTo JIB€ pa3jIMuHU MOIyJIalliu ca MPSKO CIETH MpU €IHO
m3cnensane. Korato PC ananusbst Oeme orpannyeH a0 1 019 numa ot Ectonms (0.1% ot
HaceJIeHWEeTO Ha CTpaHara), Oele moxyyeHa (PuHa CTPYKTypa, KOATO Kopenupa ¢ reorpadusra
Ha OTJeNHuTe obsacTH. bele n3cienBaHa u reHeTUYHATa MOJACTPYKTYpa Ha MOIMYJIALUUTE OT
UYexust, Ounnannus, ['epmanust, Ectonus n WUrtanusa. 3aenHo ¢ mpeauiiHo ImyOiIMKyBaHU
JAaHHU, TIOJYYEHHUTE pe3yJTaTd IMO3BOJSABAT Ja c€ Ch3Jaae BceoOXBaTHA eBpoleiicka
IFE€HETUYHA KapTa, KOATO 3HAYUTENHO WIE YJIECHW MEXKIYNONYJAallMOHHUTE TE€HETUYHU
W3CJIeIBAHMS U ISUIOCTHUTE TEHOMHH acouuatuBHU npoyuBanus (GWAS).

4. Yosifova, A., T. Mushiroda, D. Stoianov, R. Vazharova, I. Dimova, S. Karachanak, et
al. Case-control association study of 65 candidate genes revealed a possible
association of a SNP of HTRS5A to be a factor susceptible to bipolar disease in
Bulgarian population. - Journal of Affective Disorders. 117(1-2), 2009, 87-97.
(IF:3.786)

YBO/I: bunonspuoto adextuBHO pascrpoiictBo (BAP) e mncuxmarpudHo 3a0olsiBaHe,
XapaKTepU3Mpalllo ce ¢ enu30/M Ha MaHus U Jenpecus. Bornpeku ue eTnonorusra He € scHa,
CMHUJIEMHOJIOTUYHUTE M3CIEABAHUS IIOKa3BaT, d4e ToBa 3a0oyiiBaHE € CIEACTBUE OT
B3aMMOJICHICTBUETO HAa TE€HETHYHH ¢akTopu U GaKTopu Ha OKoJHATa cpena. Bompeku
OTPOMHMTE YCWJIMSI U MHOTOOpPOMHHUTE MPOYy4YBaHMs, TEHUTE 3a MOAATIMBOCT KbM BAP Bce
Ollle HE ca OKOHYATEJIHO OIpe/IeTICHH.

METO/M: JleBeTneceT W yYeTHpH OBIATapCcKH MAIMEHTH, JAUATHOCTULUPAHU C OUIOJISAPHO
aeKTUBHO pascTpoiicTBO U 184 3mpaBu Obiarapu, 0sixa TeHOoTUNHpaHu 3a 191 eguHUYIHU
nHykieotuaau noiauMopdusmu (SNPs) upe3 TagMan w/unu Invader ananmus. CeneMmHazneceT
SNPs cbc croiinocT Ha p<0.05 mpu TBPBUS CKPUHUHT, OsiXa T€HOTHIHPAHH, WU3TOJI3BANKH
JONBJIHUTENICH HE3aBHCUM HaboOp OT mpodu, cherosimy ce oT 78 ciayyau ¢ BAP u 372
KOHTPOJIH.

PE3VIJITATU: Cnen npunaranero Ha Kopekius Ha Bonferonni BbpXy pesynrature oT
FeHOTUINHpaHeTo Ha 172 ciaydam m 556 koHTpoau, camo eauH SNPs - rs1800883, B rena



HTR5A pa3kpuBa 3HauMMO HMBO Ha cToiHoctra Ha P (P=0.000097, xoeduuueHt Ha
BeposTHOCT = 1.80 (95% CI, 1.27-2.54), xopurupasna p croitHocT = 0.017).
N3BO/IN: Hammre oTkputus npeamnonarar, 4ye reHa HTR5A Moxe aa urpae BakHa poJisl B

naToreHeszara Ha OUIOJSAPHOTO apeKTHMBHO Pa3CTPOMCTBO B Hamlata mnomyJanus. Berpeku
TOBAa, T€3U M3BOAU TPsiOBa Ja OBbJAT MOAKPENEHH OT PEIUIMKATUBHM IMPOYYBAaHUS B JIPYTH
MOTTyJIAIUH.

5. Yosifova, A., T. Mushiroda, M. Kubo, A. Takahashi, Y. Kamatani, N. Kamatani [...]
S. Karachanak [...] et al. Genome-wide association study on bipolar disorder in the
Bulgarian population. - Genes, Brain and Behavior. 10(7), 2011, 789-797. (IF: 3.496)

bumnonspHoTo aeKTUBHO pa3CTPOMCTBO € TEXKKa ICUXUATPUYHA OOJecT, MOBIHUSIHA OT
reHeTUYHU (akTopu U (AKTOPH Ha OKOJIHATa cpeda. [ eHeTHUHUTE M3CleABaHMA IMpeaaraT
peaMiia BapuaHTH 3a €THOJIOTHSTAa Ha 3a00J5BaHETO, HO CaMO HSKOJIKO OT TSAX Ca YCIIEUIHO
MOTBBPACHU TpU pEIUIMKAaTUBHU NpoyuBaHud. Hue mnpoBegoxme ISIOCTHO TE€HOMHO
acormaTuBHO npoyuBaHe (GWAS) 3a O6unomnsipHo aeKTUBHO pa3CTpOHCTBO B OBJTapcKaTa
MOMyJIalysl, TOCJIEABAaHO OT PEIUIMKAaTUBHO MpoyuBaHe Ha nbpBuTe 100 equHUYHM
HykieotuaHu nonumopousmu (SNPs), mokaspamu Hai-manku croiHoctd Ha P. GWAS
aHaMU3bT Oelle MpoBeleH BbpXy 188 maumeHTH ¢ OUMOISIPHO aeKTHUBHO pa3CTPOMCTBO U
376 KOHTPONHM WHIMBHIM, TeHOTUNHpaHu uype3 1iarpopmata Illumina  550.
PernnkatuBHOTO mpoyuBaHe Oemie TpoBeneHO BbPXYy 122 mamueHTd u 328 KOHTPOIH.
Brorpeku de, npu Hamero MmpoydBaHe He Oelle yCTaHOBEHa CTOMHOCT Ha p 3a acoluanus,
KOSITO J1a JOCTUTa 3HAYMMOCT Ha ISJIOCTHO FTEHOMHO HUBO U HUTO eauH oT mbpBute 100 SNPs
HE jJocTthra Kopurupana P-ctoitHoct Ha boH(pepoHHM B pEIIMKATHBHOTO MPOYYBAHE,
y4acTHETO Ha HSKOM BapMaHTH HE MOXKE J1a ObJe U3IUI0 OTXBBPIIEHO. Tpu noamumMoppusmu,
1s8099939 [p = 2.12 x 10 °, xoedumuent Ha BepostHocT (OR) = 1.95, 95% noBeputesnen
untepBan (CI) = 1.43-2.67 B rena GRIKS, 16122972 (p = 3.11 x 10 OR = 2.02, 95% CI =
1.46-2.80) B rena PARDG6B u 152289700 (p = 9.14 x 10 %, OR = 2.13, 95% CI = 1.53-2.95) B
rena CTSH ocraBaT acouuMupaHd Ha ToA00HO HHMBO cien Mantel-Haenszel Tecra 3a
KOMOMHUpaHE Ha pPE3YydTaTUTE OT LSUIOCTHOTO-TEHOMHO W PEIUIMKATUBHOTO IPOYYBaHE.
W3BecTHa aconuanys Oeme ycranosena u 3a SNP rs1012053 (GWAS p = 4.50 x 10%) B rena
DGKH, koWTO Be4e € JOKJIaJBaH KaTO Hal-3HAYMMHS BapHAHT IPHU MPEIUITHO MPOBEIACHO
T€HOMHO CKaHHMpaHe Ha OumnoisipHo adeKTUBHO pascTpoicTBo. Heobxommmm ca
JON'BJIHUTETHY TPOYYBAHUS, M3MOJI3BAIIM IO-TOJEMHM MacHUBM OT JaHHH, 3a Ja ce
UACHTUGUIMPAT BAPHAHTHU C MO-MaTbK €(eKT, KOUTO ONPHUHACAT 3a PUCKA OT Pa3BUTHE Ha
OUIOJIIpHO aEKTUBHO Pa3CTPOMCTBO.

6. Busby, G. B. J., F. Brisighelli, P. Sdnchez-Diz, E. Ramos-Luis, C. Martinez-Cadenas,
M. G. Thomas [...] S. Karachanak [...] et al. The peopling of Europe and the
cautionary tale of Y chromosome lineage R-M269. - Proceedings of the Royal Society
B: Biological Sciences. 279(1730), 2012, 884-892. (IF: 4.847)

Hamocneapk ne6aThT OTHOCHO TPOM3XOJa Ha OCHOBHATa eBporeicka Y-XpoMO30MHa
xarmorpymna R1b1b2-M269 ce BB300HOBM W TNPEACTAaBUTE CE OTKIOHHWXA OT TAJICOJIUTHUS
MPOU3X0Jl KbM IOHSTHUETO 3a MO-CKOPOIIHO HEOJUTHO paszmpocTpaHeHue Ha R1b1b2-M269
xpomo3zoMu ot brnmskus M3tok. B HacTosmoTo mpoydBaHe pasriexiame TO3HW aedar, KaTto
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u3cneaBaMe paslpOCTPaHEHHETO Ha YecToTaTa M M3MEHUYMBOCTTA Ha Xarjlorpynara B Hai-
rojsiMara KbM MOMEHTa Kojekuus oT R1bl1b2-M269 xpomozomu. Hammust ananusz He
paskpuBa Teorpad)CKu TEHIEHIIMM B HW3MEHUYMBOCTTA Ha Xaljorpymnara, KOETo € B
MPOTUBOPEYUE C OYAKBAHUSATA CIOpE] HEONUTHATa XUIIOTe3a W Mpejsiara aiaTepHaTHBHO
00sICHEHHE 3a OYEBHIHUS I'PAJAMEHT B HACKOPO OMMCaHaTa M3MEeHYuBOCT. Hue mpoBenoxme u
JOITBITHUTEITHO U3CJIEIBAHE HA MPEIJIOKEHUTE JO MOMEHTA CTOMHOCTH 3a MJIaJ0TO BPEME 10
Hal-CKOPOILIHUS 001 NPEIIeCTBEHUK, U3UHUCICHO Bb3 OCHOBA Ha JaHHU 3a MUKPOCATEIUTU
(STRs) n HaMmepuxMe JTOKa3aTeICTBA 3a 3a0eICKUTENCH ePEeKT Ha N300pa Ha MUKPOCATCITUTH
BbPXY OLIEHKHMTE 3a Bb3pacTTa Ha Xamjaorpymnure. CienoBaTeHO ChUIECTBYBAIIUTE AAHHU U
WHCTPYMEHTH Ca HEJOCTaThYHH, 3a Jla CE HAMpaBsT HAJEKIHU OLIEHKH 3a Bb3pacTTa Ha
xamorpymna R1b1b2-M269, a 3akimtoueHusiTa OTHOCHO JaTUPOBKATa M Pa3pOCTPAHEHUETO U
TpsiOBa a OBJAT pasriIekAaHU C TOIsIMA MPEAMA3IUBOCT.

7. Karachanak, S., V. Carossa, D. Nesheva, A. Olivieri, M. Pala, B. H. Kashani, et al.
Bulgarians vs the other European populations: A mitochondrial DNA perspective. -
International Journal of Legal Medicine. 126(4), 2012, 497-503. (IF: 2.316)

C uen na onpenenuM reHeTUYHUTE BPB3KU 110 MAalUMHA JIMHUSA MEXAY ObIrapure U JApyrure
€BPOIEHCKH MOMyJaluK, H3CIeABaXME€ H3MEHUMBOCTTa Ha MuToxoHapuanHara JIHK
(mtIHK) B m3Bamka ot 855 Obarapu. MosekyaHOTO u3clefBaHe Oelle MPOBEIEHO upe3
cexBeHupane Ha ~ 750 bp ot xoHTponHus peruoH Ha MTIHK, npu koero Osixa ycraHoBeHH
557 pa3nu4HM XaryIoTHMA U 4Ype3 MOCIe/IBAl] aHaIu3 Ha MOJUMOPGU3MH MO AbDKMHATA Ha
PECTPUKIIMOHHHUTE (ParMEeHTH, 3a Ja C€ TMOTBBPAM CyO-/XarutorpynmHara HpUHAIJICKHOCT.
Knacudukanusta Oeiie n3BbpiiieHa ChbIaCHO HAM-aKTyaJIHUTE KPUTEPUH, CHOOIICHH OT van
Oven um Kayser (Hum Mutat 30: 386-394, 2009), xoeTo mTO3BOJM OTKpHWBAaHETO Ha 45
MUTOXOHJIpHATHK Kiaaau. HaGmomaBanusat npodun Ha usmeHunBoctTa o Mt/JHK mokassa,
4ye OBJrapCKUSAT MUTOXOHJpPUATIECH TeHO(QOH] € reorpad)Cku XOMOI'€HEH U3 CTpaHaTa U Karo
LSJI0 CE€ XapaKTepU3Hpa C U3KIIOUUTEIIHO BUCOKA YECTOTa HA 3alaJHOCBPA3UICKU JIMHHM.
[Ipu ananu3a Ha IJIaBHUTE KOMIIOHEHTH OBJITapuTe ce HAMHpAT B CPEAHA MO3UIUS MEXIY
HU3TOYHOECBPOIICUCKUTE U CPEAU3EMHOMOPCKHUTE IIOMMYJIALIMM, KOETO € B ChbIJIACHE C
ucTopudeckure cpOuTHs. Taka, JOKaTo CpeIu3eMHOMOPCKOTO HACJIEICTBO MOXE Ja ce
MIpUIMHILIE HA TPAKUTE, KOPEHHOTO HACEJIEHHUE, KOETO IIbpBOHAYaIHO € oOuTaBajio bankanure,
W3TOYHUST MIPUHOC BEPOSITHO CE IBJDKH HA NMPaOBJITapuTe OT BIM3KHUS U3TOK U HA CIIaBSIHUTE,
kouTo murpupanu ot CeBeponstouna EBpona.

8. Rootsi, S., N. M. Myres, A. A. Lin, M. Jarve, R. J. King, I. Kutuev [...] S. Karachanak
[...] et al. Distinguishing the co-ancestries of haplogroup G Y-chromosomes in the
populations of Europe and the Caucasus. - European Journal of Human Genetics.
20(12), 2012, 1275-1282. (IF: 3.636)

Xamnorpyna G, 3aedHO C pa3KIOHEHUsTa Ha Xxamiorpyna J2, ce cBBbp3Ba ¢
PaspoCTPaHEHUETO Ha 3EMEENINeTO, OCOOCHO B €BpPOMEMCKH KOHTEKCT. ThiIKyBaHUSTA,
OCHOBaBaIll CE€ CaMO BBPXYy YECTOTUTE HaA XaIUIOTPYNHUTE, HE BKIIOYBAT MOAJICHKAIINUTE
MOJIETI Ha TeHeTHYHa auBepcuduKanusa. Brapeku de, HamociaeabK € MOCTUTHAT HAMpeIbK B
pasrphlaHeTo Ha ¢GuIoreHusTa Ha xarmorpyma G, Bce Olle He € MPOBEIECHO BCEOOXBATHO



u3cieBaHE Ha reorpa)CKOTO paslpe/esieHHe Ha 3HAaYMMHUTE pa3KIOHEHHs Ha Tas3M
xamrorpyna. Hamero wu3cnenBane mpencraBsd pasnpOCTPAaHEHUETO HAa YecToTaTa H
MHUKpOcCaTeJIUTHaTa U3MEHYMBOCT Ha 16 uH(opMaTHBHM MOAKIaaM Ha xamiorpyna G upes
n3cneasade Ha 1472 xpoMo3omH IpHHAUIe)Kamy KbM xamiorpyna G or 98 nmomynamuu ot
EBpona no Ilakucran. Bwopeku, ye He Osixa otkputu 6azoBu G-M201* xpomo3omu B
u3cieBaHaTa U3BaJIKa, MperoiaramMe, ye poJMHaTa Ha Xarorpymnara e 0130 10 U3TOYHaTa
yacT Ha AHajona, ApMmenus uinu 3anajgeH MpaH, equHCTBEHUTE palloHU, XapaKTepu3npallu
CE ChC CHBMECTHOTO NPUCHCTBHE Ha ABJIOOKH OazajHU KJIOHOBE KAaKTO M C HAJIMYUETO Ha
BHCOKA IMOJ-XaIJIOTPyHOBa U3MEHYUBOCT. EquHUYHUAT HyKiIeoTuaeH noaumopduszsm P303
ompezAeNs Hail-uectaTa M Hal-IIMPOKO pasnpoctpaHeHa G mnox-xamnorpymna. Heiinure
pa3KkJIoHeHHs] o0adye MMaT MO-OTPAHMYEHO PA3NPOCTPaHEHHE, KaTo Kiajara omnpejaessia ce
or nonumoppusma Ul wuma pasmpocTpaHeHHE [0 TojisiMa CTEHeH OIpaHU4YeHO B
brmuskus/Cpenaust Uztoxk u KaBkas, mokaro L497 nuaumte ce cpemart ocHOBHO B EBporma,
KBJIETO BEPOSITHO Ca Bb3HUKHAJIM. 3a pa3iuKa OT TOBa, €AMHCTBEHUAT npeacraButen Ha Ul B
EBpona e noa-xamtorpyna G-M527, pa3npocTpaHEHHETO Ha KOSITO ChBIAAA C PETMOHUTE Ha
rppluKaTta KojoHu3auus. OT JuIcaTa Ha TPaJUeHTH MOXE Ja Ce€ MPENOoJOXKH, Y€ TOBa
pasnpocTpaHEHUE € CJEACTBUE OT M30JIallusl Ype3 pa3CTOSHUE U CII0KHU JeMorpadcku
IIPOLIECH.

9. Betcheva, E. T., A. G. Yosifova, T. Mushiroda, M. Kubo, A. Takahashi, S. K.
Karachanak, et al. Whole-genome-wide association study in the Bulgarian population

reveals HHAT as schizophrenia susceptibility gene. - Psychiatric Genetics. 23(1),
2013, 11-19. (IF:1.586)

Hen: [HIu3odpenusra, Hal-4eCTO CPEUIAHOTO MCUXUATPUYHO PA3CTPOMCTBO (WJIM Tpyma OT
pascTpoicTBa), BOAM 1O TEXbBK CIAaJ B IMO-BUCIINTE (YHKIHMH, OCHOBHO C TPOMEHH B
KOTHUTUBHOTO (DYHKIMOHHpPAHE U BBH3MPHUEMAHETO Ha JCWCTBUTEIHOCTTa. B maTtorenesa Ha
0ojecTTa ca BKIIOYEHH I€HETHYHU U (aKTOpU Ha OKOJHATa Cpelia; HO TeHETHUYHUTE OCHOBU
ce HyXIasAT OT JONBJIHUTETHO W3scHsABaHe. llenTa Ha wW3clenBaHETO € Ja ce pasKpHsT
TeHETUYHU MapKepH, aCOLIMUPaHH ChC MM30(peHUs B ObIrapckara momysaus.

Meroau: [IpoBemoxmMe ISIJIOCTHO T€HOMHO aCOIMATUBHO MPOYy4YBaHe, M3Moia3Baiiku 554 496
eIMHUYHU HYyKJIeoTHIHU monumopdusma (SNPs) mpu 188 3acernatm m 376 HesacerHatu
obiarapu. Crnen ToBa mbpBuTe 100 kanammat-SNPs ¢ Hali-manku p CcTOWHOCTH, Osixa
JOTBJIHUTEITHO M3CJIeABaHU B APYT HAOOp OT mpodu oT 99 ciryvas u 328 KOHTPOIIH.
Pesynratu: YcraHoBuxme 3HauMMa acorpaius Mexay muzodpeHusra u UHTpoHHUS SNP
157527939 B rena HHAT (p ctoiinocT 0T 6.49 % 10™ ¢ koepuuuenT Ha BeposTHOCT 2.63, 95%
noBepuTeseH uaTepBai ot 1.89-3.66). [IpoBegoxme u reHoTunupase Ha JonbaHUTETHH SNPs
B pamkuTe Ha 58-kb 010K ¢ HepaBHOBECHa CKA4e€HOCT OOXBamlaml Hai-3HAYUMUS
MOTUMOP(PHU3BM.

3axmtouenue: [Ipeanarame rs7527939 3a Hail-cuieH mokasaTeln 3a MPEApPasNoNoKEHOCT KbM
mm3o(ppenns B Obirapekara noynamus B HHAT nokyca.

10. Esko, T., M. Mezzavilla, M. Nelis, C. Borel, T. Debniak, E. Jakkula [...] S.
Karachanak [...] et al. Genetic characterization of northeastern Italian population



isolates in the context of broader European genetic diversity. - European Journal of
Human Genetics. 21(6), 2013, 659-665. (IF: 3.636)

[lonmynanOHHO N€HETUYHUTE NMPOYYBAHUSA Ha €BPOIEHCKUTE MOIyJIalny W3ThbKHaxa Mramus
KaTo €IMH OT Hall-U3MEHYMBUTE B TCHETUYHO OTHOUICHHE PETMOHU. TOBa BEPOATHO CE IBIKU
Ha cJoXHaTa jaeMorpadcka MCTOpHUS Ha CTpaHaTa W TOJIEMHUTE pa3uuus B TEpeHa Ha
teputopusita . ToBa ca mpuumHuTe, Mopaau kouto Mrtamus e Gorara Ha MOIYJAIMOHHH
u3onary, cpen kouto CapauHus € Haill-u3BECTHMST Npumep. Thi KaTo MOMyJAlMOHHUTE
M30J1aTH UMaT BUCOK MOTEHIMAJ B YCTAHOBSIBAHETO HAa T€HETUYHHU BapUaHTH, NPUUYUHSBAILN
3a00Js1BaHMsl, TOCTABUXME CH 3a 1IeJ1 ]a HallpaBUM I'€HETHYHA XapaKTepHCTUKA HA PETUOH OT
CeBepousTouna Mranus, KOHTO € U3BeCTeH ¢ u3oiaupanute odmuoctu. O6mo 1310 npobdwu,
chOpaHu OT miecT reorpadCKd H30IHMpaHU cena, Osxa reHotunupanu 3a Hax 145 000
€IMHUYHU HYKJICOTHIHM noiaumopdusmu. I[losydyeHuTe AaHHM OT TEHOTUIHMPAHETO Osixa
aHaJM3UPaHU 3a€JHO C HATMYHUTE HAOOpU OT JaHHU 3a LENIUs TeHOM 3a JIMLA C eBPONEHCKU
IIPOU3XO0/I, BKIIFOUUTEIHO U HIKOJIKO MOMYJIAlMOHHU U30JaTH. BbIpekn e3ukoBuTe pasinuuus
u reorpadckara M30JalUs TOIMYJAUUTE OT H3CICABAHUTE Cella MOKa3BaT HaW-TOJISIMO
TE€HETUYHO CXOJICTBO C JPYTUTE UTAJIMAHCKU W3BAAKHU. |'€eHeTHMUHaTa M301alusg U MaJKUAT
e(eKTHBEH pa3Mep Ha IMOITyJIallisATa Ha cejaTa ce MpOosBsBa C MO-BUCOKM HUBAa HA T€HOMHA
XOMO3HTIO3HOCT M IIOBHUIIEHA HEPAaBHOBECHA CKa4e€HOCT. Te3W NaHHM cTaBaTr olme Io-
YIUBUTEIHHU, KOTaTO c€ B3€Me IPEJBUJ YCTaHOBEHaTa NoAcTpykTypa. HabmonaBaHoTo HUBO
Ha reHeTH4YHa n3osanus B pernoHa Opuynu-Beneuns J[Kynus € mo-BUCOKO CIOPEN HIKOJIKO
MEpKH 3a M30Janus B cpaBHeHHE ¢be CapauHus, GpeHCKUTe OaCKU U CeBEpHUTE (PUHIIAH]IIH,
KOETO JJOKa3Ba CTaTyca Ha M30J1aT HAa TO3U PETHOH.

11. Karachanak, S., V. Grugni, S. Fornarino, D. Nesheva, N. Al-Zahery, V. Battaglia, et
al. Y-Chromosome Diversity in Modern Bulgarians: New Clues about Their Ancestry.
- PLoS ONE. 8(3), 2013. (IF:2.766)

C uen nma ompenenuM CTPYKTypaTra U MPOU3XOJAa Ha OBIrapCKHs MaTpUIIMHEEH TeHO(MOHI,
MIPOBEOXME H3CIe/IBaHE Ha Y-XpOMO30OMHaTa HM3MEHYMBOCT mpu 808 OBIrapcku MbKe.
Ananu3bT Oelie MpoBeeH Ype3 BUCOKO-PE30IIOTUBHO ICHOTHIIMPAHE HAa OUAeTHH MapKepH
U 4Ype3 aHaJu3 Ha MUKpOCAaTEIMTHAaTa U3MEHYMBOCT Ha Hal-WH()OPMATUBHUTE XaIUIOTPYIH.
YcranoBuxme, 4e Y-XpOMO3OMHUSAT T'€HO(OHJ Ha CHBPEMEHHUTE OBITrapH € IpeCTaBeH
MPEAUMHO OT 3alaJHOEBpa3HicKu Xarorpynu kato ~ 40% OT Hero MpUHALICKU KbM
xamiorpynure E-VI3 u [-M423 un 20% xpm R-MI17. Xamnorpynure, KOUTO ca 4YeCTO
cpemann B bamskus uztok (J u G) u B Orozanagna Asms (R-L23*) ce cpemar ¢ gyectoTn
cboTBeTHO 19% u 5%. Xammompymure C, N u Q, OTIMYMTENHM 3a aNTalCKUTE U
LIEHTPATHOA3UATCKUTE TOBOPEIU TIOPKCKU €3UIIM MOMyJallKi Ce CpeliaT ¢ MpeHeOpeKUMOo
MaJIKH 4eCTOTH OT camo 1.5%. AHaIM3bT Ha IVIABHUTE KOMIIOHEHTH Ipynupa ObIrapure c
€BPOIENCKUTE MOMYyJIAalMH, Aajled OT LIEHTPATHOA3UaTCKUTE TOBOPELLU TIOPKCKU €3ULIU IPyIu
u nonynanuure ot FOrozanaana Asus. B pamkure Ha cTpaHara, FeHETUYHATa U3MEHUYHMBOCT €
CTpykTypupaHa B 3anaaHa, Llentpanna u W3touna bbarapus, xoero moka3sa, ue Crapa
IUIaHWHA € Ouja mpomyckiuBa 3a Murpauuu. [Ipu aHanmsa Ha MHKPOCATENIUTHUTE JIMHUU
0s1Xa TIOJTyYEHH CJIeTHUTE HHTepecHU pesyaTaTtu: (1) R-L23* npucwcra B U3Touna bearapus
oT ciennenHukoBus nepuon; (ii) xammorpyma E-V13 e ¢ me3zonmutHa BB3pacT B bbiarapus,
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OTKBACTO CE€ € Pa3MpoCTpaHuia CcJieJ] MPUCTUTAHETO Ha HEJIUTHOTO 3emenenue; (iil)
xarorpyna J-M241 Haii-BeposITHO OTpa3siBa HEOJIMTHATA €KCITAH3UsI Ha 3€MEEIIUTE OT Hali-
paHHUTE IICHTPOBE HA 3eMeJeINeTo Mo YepHOMOpHUEeTO B MOCoKa Ha 3amaj. Mimaliku npeasua
MOCIEHUTE HCTOPUYECKH H3CJIEIBAHUSA, KOWTO IIOKa3BaT, Y€ JAPEBHUTE OBJIrapu HMat
CBIIECTBEH IMPHHOC MpU (HOPMUPAHETO HA CHBPEMEHHMS OBJITAPCKU HApOJ, ClIe[Ba 4e Te
HSMAT OOIl TeHETHYEH MPOU3XOJ C ANTAWCKHUTE MOMYJAIMd U TOBOPEIIUTE TIOPKCKU €3UIIN
CPEIHOA3UaTCKH MOIyJIalUH.

12. Gusev, A., S. H. Lee, G. Trynka, H. Finucane, B. J. Vilhjdlmsson, H. Xu [...]
Schizophrenia Working Group of the Psychiatric Genomics Consortium [...] et al.
Partitioning heritability of regulatory and cell-type-specific variants across 11
common diseases. - American Journal of Human Genetics. 95(5), 2014, 535-552.
Schizophrenia Working Group of the Psychiatric Genomics Consortium: S. Ripke,
Neale B. M., Corvin A., Walters J. T. R., Farh K-H., Holmans P. A. [...] Karachanak-
Yankova S. [...] etal. (IF: ~ 8.855)

W3BecTHO €, ye BapuaHTUTE B PETYJATOPHUTE M KOJUPAIIUTE y4acTbLU ca C IO-BUCOKA
acoruaIys, ycTaHOBeHa NpH ISUIOCTHU TeHoMHH Tipoy4Banus (GWAS) Ha yectu Gonectu, HO
MOHACTOALIIEM TEXHUAT TNPUHOC KbM HACIEICTBEHOCTTa He € wusBecteH. C wmen n1a
pasnpesienuM HacleICTBEHOCTTa OIlpenesieHa OoT reHotunupanure SNPs B paznuuHu
(YHKIIMOHATHU KaTeropuu (OTUMTAMKK CIHOJENIeHaTa JIUCHEepCHsl MOopaaud HEpaBHOBECHA
CKAQUu€HOCT), MNPUIOKHXME METOAUM C JUCHEPCHOHHU KOMIIOHEHTH KBbM JIaHHH OT
TeHOTUIIUPAHE 32 BapHaHTH urpaeuiy pois npu 11 yectu 6onectr. OOGMIMUPHUTE CUMYJIALUN
MoKa3axa, 4e 3a pasjidka OT HAJIUYHUTE OLIEHKH OT o0OoOmieHara cratuctuka Ha GWAS,
HNOJIXOABT C TUCTIEPCUOHHU KOMIIOHEHTH TOYHO Pa3Jieisd HacleACTBEHOCTTA B IIMPOK CIIEKTHP
OT apXuTeKTypu Ha decture Oonectu. Ilpm 11 dectm 3abonsasanusi, JIHK-aza I
cBbpxuyBcTBUTENHUTE MecTa (DHSs) ot 217 knerbunu Tunose odxpamar 16% ot urpaemiure
ponst SNPs (u 24% ot renorunupanute SNPs), Ho oOscHsBaT cpeaHo 79% ot
nacieacteeHoctTa (SE = 8%) ot urpaemure ponst SNPs (5.1 x oborarasane, p = 3.7 x 1077)
u 38% (SE = 4%) ot HacnenctBeHocTTa 0T reHotunupanute SNPs (1.6 x oborarsaBane, p =
1.0 x 10™). Io-HaTarhmHO oboraTsiBaHe ce HAOIIOAABA HPU EHXAHCEPHM M KIETHYHO
cnenupuyan DHSs. 3a pasnuka oT TAX, KOAWPAIIUTE BapHaHTH, KouTo obOxBamar 1% ot
o0sicHsBaT <10% OT HacIeCTBEHOCTTa, BBIPEKH Y€ MMAaT Hail-BUCOKO oboratsBane. [Ipu
PEIUIMKUPAHETO Ha Te3UW OTKPUTHs, He Oelle YCTAaHOBEH 3HAauYMM IIPUHOC OT pPEIKHUTE
KOJIMpaIly BapUaHTH B HE3aBUCHMH KOXOPTHU 3a mm30¢ppeHus, reHotunupann uype3 GWAS u
eK30MHM uunoBe. llomydeHurte pesynTaTuTe MOAYEpTaBaT BAXKHOCTTA Ha aHalIM3a Ha
KOMIIOHEHTUTE Ha HACJIEZCTBEHOCTTA MpPU Pa3KpUBAHETO Ha (DyHKIMOHAJHATAa apXUTEKTypa
Ha YecTUTe OOJIECTH.

13. Lazaridis, 1., N. Patterson, A. Mittnik, G. Renaud, S. Mallick, K. Kirsanow [...]
Karachanak-Yankova S. [...] et al. Ancient human genomes suggest three ancestral
populations for present-day Europeans. - Nature. 513(7518), 2014, 409-413. (IF:
41.577)




CekBeHHMpaxMe TeHOMUTE Ha IbpPBOOUTEH 3eMenenell oT ['epmanus ot npeau 7000 roguuu u
oceMm JioBIHU-chOUpaun oT JlrokcemOypr u IlBerus or mpeau 8000 rommam. CpaBHUXME
MOJIyY€HUTE U JPYTHU JIPEeBHU T€HOMH C 2 345 chBpEeMEHHH JIMIA MIPH KOETO MOKa3axMme, ue
MOBEYETO CHBPEMEHHU E€BPOMEHIIM MPOM3XO0XKAAT OT IMOHE TPpU CHUIHO AudepeHIupaHu
MOMyJAINK: 3aMaJHOEBPONEHUCKH JIOBIIU-CHOMPAYH, YNETO TEHETHYHO HACIIEJCTBO CE Cpelia
pU BCHUYKH EBPONCHCKHM, HO HE W TpU OJIM3KOM3TOYHUTE TMOMYJAIUH; JAPEBHU
CEBEPHOEBPA3UNIIM, CBBP3aHU ChC CHOMPCKHUTE MOMYJAMK OT KHCHUS MAJCOJUT, KOUTO ca
JOTIPUHECIIM KAaKTO 3a E€BPOINEHCKWTE, Taka W 3a OJM3KOM3TOUHUTE MOMYJIAllUM, U PaHHU
€BPOIENCKH 3eMeeNIN, KOUTO ca MPEeIUMHO OT OJM3KOM3TOUEH MPOM3XOJ, HO CBHIIO Taka
HOCSIT HacJIeJICTBO CBBP3aHO C 3aMaJHOEBPOIEHCKH JIOBLUU-ChOMpaun. Ch31agoXxMe MOJEIN Ha
IBIIOOKUTE BP3BKU HA TE3M MOMyJAIlMM U MOKa3axMme, Y€ PaHHHUTE €BPOIEHCKU 3eMeeNin
HOCAT 44% TEeHEeTUYHO HACJIENCTBO OT "OasucHa eBpasuiicka'" momynanus, KOSTO ce €
paznenuia npeau TuBepcu(uKanusaTa Ha IpyTru HeahpUKaHCKH JTMHHH.

14. Ripke, S., B. M. Neale, A. Corvin, J. T. R. Walters, K. H. Farh, P. A. Holmans [...]
Karachanak-Yankova S. [...] et al. Biological insights from 108 schizophrenia-
associated genetic loci. - Nature. 511(7510), 2014, 421-427. (IF: 41.577)

IuzodpeHusita € pascTpOCTBO C BHUCOKAa HACIEACTBCHOCT. [ CHETHMYHUSAT pPHUCK 3a
3a00JI51BaHETO C€ IBDKMA Ha TOJISIM OpOid ajiesiv, BKIIFOYUTEIIHO U YECTH aJiei C MalTbK e(eKT,
KOUTO MOTaT J1a ObJaT OTKPUTH Ype3 LSJIOCTHU '€HOMHM acOllMaTUBHU MpoyuBaHus. B ToBa
MpoyYBaHe MAOKIaJBaME MHOTOETAMHO ISUIOCTHO TE€HOMHO acOIMaTHMBHO TMpPOYYBaHE Ha
mm3odppenus Bbpxy 36 989 cmywas u 113 075 xontponu. Ilpu ananmza Osixa
uneHtudumupann 128 He3zaBucumu  acommanuu, oOxBamamu 108  KOHCepBAaTHBHO
nedUHUPAHU JIOKYCH, KOUTO MOKa3BaT 3HAYMMOCT HA HMBO HA T'€HOMa, KaTto 83 OT KOUTO HE
ca ONMCaHM B JUTepaTypaTa. ACOIMAlMUTE ca YECTH CpeJ FE€HUTE, EKCIPECHPaHU B MO3bKa,
KOETO JlaBa OMOJIOTMYHO OOSCHEHUE Ha OTKpUTHUsATA. ['0jsiMa 4acT OT yCTaHOBEHMTE JIOKYCU
Morar Ja JajaT H3ISI0 HOBH MEPCIEeKTHBU 3a €THUOJIOTHATa Ha 3a00isBaHETO, HO
acounuanuute B DRD2 m HIKOJKO reHa, y4acTBallld B IIIyTaMaTepruyHaTa HEBPOTPAHCMHUCHS,
KOJMPAT MOJICKYJIM C U3BECTHO U MOTEHIIMAIHO TEPAreBTHYHO 3HAYCHHE 32 T30 PEHUATA U
ca B ChOTBETCTBHE C BOJACHIUTE NaTO(QU3HONIOTHUHN Xunore3n. OCBeH TeHUTE, EKCIIPeCupaHu
B MO3bKa, aCOIMAIMHUTE Ca IO-YeCTH B T'CHH, EKCIIPECHpPAaHU B THKAHU C BAXKHU POJIH B
MMyHHUTETa, KOETO JaBa TOJKpena Ha HAeATa 3a ChIICCTBYBAHETO Ha BPB3KA MEKIY
MMyHHAaTa CUCTEMA U MIN30(pPEHUATA.

15. Toncheva, D., M. Mihailova-Hristova, R. Vazharova, R. Staneva, S. Karachanak, P.
Dimitrov, et al. NGS nominated CELAI, HSPG2, and KCNK)5 as candidate genes for
predisposition to balkan endemic nephropathy. - BioMed Research International.
2014, 2014. (IF:2.583)

bankanckara engemuuna Hepponatus (BEH) e pamunua xponnyna TyOynouHTEpCTUIIMATHA
OosecT ¢ BHE3alHO Hadajlo M OaBHAa MporpecHs, BOJEIIa 10 TEpMHHAIHA ObOpedyHa
HEIOCTaThUHOCT. Pe3ynratute OT MOJIEKYJISPHO-OMOJIOTHYHUTE W3CIEABAHMS Ipeanosarar,
ye BEH e myntudakropno 3abonsiBaHe C TeHETHYHA IMPEIPA3NOIOKEHOCT KbM PHUCKOBH
(daktopu Ha okosHATa cpena. [IpoBeeHo e MsUTOCTHO eK30MHO cekBeHupane Ha 22 000 renu
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¢ [llumina Nextera Exome Enrichment Kit na 22 JIHK npo6u (ot 11 6barapcku u 11 cpbOcku
nanuentn). CodryepHusT aHanmu3 ¢ u3BbpmieH upe3 NextGene, Provean u PolyPhen.
YecrtoTata Ha BCUYKM AHOTUPAHU TEHETUYHM BapUAaHTU C BpeIeH/yBpekaall e(eKkT e
CpaBHEHa C Ta3W MpH eBporelicku nomynanuu. Ciea ToBa, aHANIU3BT € MPOBEACH U BHPXY
HEAHOTHpaHW BapuaHTH (0e3 HATWYHH JaHHU 32 TAX M TaKUBa, KOUTO HE C€ Cpemar mIpu
31paBu OBATApCKH KOHTposn). He ce OTKpHBa CTaTUCTHYECKH 3HAYMMa pa3jiMKa MEXIy
aHoTHpaHWTEe BapuaHTH npu mnauueHtute ¢ BEH wu eBpomeiickute mnomynanuu. OT
HEaHOTUpPaHUTE BapuaHTU ¢ dectora Han 40% B ABETE Tpynu MAlMEHTH, HOMUHUpaxMme 3
reHa ¢ Bb3MOXKHU Bpenuu/yBpexaamu Bapuantu - CELAI, HSPG2 n KCNKS5. MyTtanTHuTE
reau (CELAI, HSPG2 u KCNKY5) npu nmaumuentn ¢ bBEH xomupar mporennn oT GazaiHara
MeMOpaHa/U3BbHKICTHYHHS MATPUKC WIIM UTPACIIN POJISl 32 ChIOBUS TOHYC, CUJTHO CBbP3aHU
C Tpolleca Ha aHTHOreHe3a. B3 ocHOBa Ha TOBa, MpeArnoiarame, 4e aHopMalieH Mpolec Ha
aHrMOreHe3a Urpae KIo4oBa pojisi B MOJIEKYJIHATA naroreHe3a Ha bEH.

16. Bulik-Sullivan, B., P. R. Loh, H. K. Finucane, S. Ripke, J. Yang, N. Patterson,
Schizophrenia Working Group of the Psychiatric Genomics Consortium, et al. LD
score regression distinguishes confounding from polygenicity in genome-wide
association studies. - Nature Genetics. 47(3), 2015, 291-295. (IF: 27.125)
Schizophrenia Working Group of the Psychiatric Genomics Consortium: S. Ripke,
Neale B. M., Corvin A., Walters J. T. R., Farh K-H., Holmans P. A. [...] Karachanak-
Yankova S. [...] et al.

Kakro mnomnureHHocrra (penuua MajKd TEHETHYHM e(QeKTH), Taka M 3a0iykKJaBaliuTe
OTKJIOHEHHsI, KaTo CKpHUTaTa POJCTBEHOCT M MOIyJAl[MOHHATa CTpaTH(UKauus, Morar aa
JI0BEZAT 10 MOBUIIEHO Pa3lpeeIeHUe Ha TECTOBAaTa CTaTUCTHKA IPH LSUIOCTHUTE F€HOMHU
aconmatuBHU npoyuBanus (GWAS). MeTtoauTe M3MOM3BaHM MOHACTOSIIEM 00ade HE MOTaT
Jla pa3rpaHUyaT TOBa MOBMILABAHE OT UCTMHCKUS IOJUI€HEH CUTHAJI U OTKJIOHeHueTo. Hue
paspabotuxme moaxoxd, LD ducioBa perpecusi, KOMTO KOJIUYECTBEHO OIEHSBA BCEKU OT TE3H
IIPUHOCH, KAaTO H3CIeABa BpPb3KATa MEKIY TECTOBaTa CTAaTUCTHKAa W HEPaBHOBECHATA
ckaueHocT (LD). CroiiHoctta Ha ceueHuero Ha LD uumcnoBara perpecuss Moxe Ja ce
U3I0JI3BA 3a OIpEJeNIIHE Ha IO-MOUIEH U TOYeH (PaKTOp Ha KOPEKLHUs OT FT€HOMHUSI KOHTPOJ.
YcTaHOBMXME CHIIHU JJOKA3aTEJICTBA, Y€ MOJIMIEHHOCTTA € OTTOBOPHA 3a IO-rojIsiMaTa 4yacT OT
MIOBUIIIABAHETO B TecTOBaTa craTucThka B MHOro GWAS c ronsiM pasmep Ha U3Bajkara.

17. Busby, G. B. J., G. Hellenthal, F. Montinaro, S. Tofanelli, K. Bulayeva, 1. Rudan [...]
Karachanak-Yankova S. [...] et al. The role of recent admixture in forming the

contemporary West Eurasian genomic landscape. - Current Biology. 25(19), 2015a,
2518-2526. (IF: 9.251)

[IpoyuBanmsata Ha JIHK, m3omupana ot 4oBemkd (OCWIM M apXEOJOTHUYECKH OCTAHKH
MPOBEJICHU Tpe3 TMOCJIEIHUTE HSIKOJIKO TOIWHU, J[AaaoXa 3HAa4YUMH HOBOBBBEICHHUS B
HCTOpUSITA HA YOBEIMIKUS BUA. HAKOIKO 3a0eneXUTeTHN My OIMKAIlMi OMUCBAT TEHOMUTE Ha
IpeBHH xopa oT 3amagHa EBpasusi u pa3kpuBaT HAIMYMETO HA MAlla0HU M JUHAMHYHU
MONYJIALIMOHHU JBWKeHUs mnpe3 nociaeanute 10 000 roauHu, moka3Balku 4e T€HETUYHUAT
MIPOU3XO0]T Ha ChBPEMEHHHTE TOIYJIaI[iU BEPOSITHO CE ABJIKU HA CMECHUIIA OT HSAKOJKO JPEBHU
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rpynu. Benpeku ue, Te3u JaHHM MOCTaBAT (POKyca BbpPXY JETalau OT 3amaJHOeBpa3uiickaTa
MIPAuCTOPHs], IPOYUBAHUTA, HACOUEHU KbM pa30MpaHETO HA MPOLECUTE, KOUTO ca OPOPMUIIH
CbBpEMEHHHUsI TEHeTHuYeH Iei3ax Ha 3amanHa EBpasus, ca orpaHuueHd no Opos Ha
MOMyJIALIMUTE BKJIIOUYEHH B M3BAJKaTa, ThH KaTO ca MPOBEICHHU OT PETMOHAIHA WM Tio0aiHa
nepcrneKkTuBa. M3noa3Baiiku HACKOPO ONMHUCAHUTE XaIIOTUII-OCHOBAHU TEXHUKH, IIPEJICTaBIME
pe3yNTaTuTe OT CUCTEMHO IIPOYyYBAHE HAa UCTOPUATA HA CMECBAHE Ha MOIMYyJallMUTE B 3anaaHa
EBpasus u moka3zBame, 4e CMECBAHETO € OO0INa XapaKTePHCTUKa B MOYTH BCHYKH TPYIIH.
Ocsen B CeBepozanagHa EBpona cmMecBaHETO BbB BCHUKHM PErMOHHM BKJIIOYBA IMPOLIECH Ha
IPUTOK Ha TEHETHMYEH MaTepual OT M3BBbH 3amnafgHa EBpasus, KOUTO HHUE ycIsAxXMme Ja
JatupaMe KbM ompenesieHu BpemeBu nepuonu. B Cesepna, 3ananna u Ilentpanna EBpomna
MOITYJIAMOHHUTE CMECBAaHMsI MEXKIY JIOKAJTHUTE IPyIH OCHOBHO Ca MPOTHUYAIU B NEPUOJA OT
300 no 1200 rox. ot H.e. CpaBHEHUATa HA T€HETUYHUTE MPO(UIN Ha 3amaJHOEBpa3UiicKUTe
MOMyJalMy Mpeaud M CJIEeJ CMECBAHETO IIOKa3BaT, Y€ JBMIKEHUETO Ha IIONYJIALMUTE IIpe3
nocneaautre 1500 TOOUHM BEpOSATHO € MOMIBPKAIO AU(PEPEHIHAIUATA MEXKIY TPYIUTE.
Hammar ananus mpenoctaBsi BpemMeBa paMKa Ha ChOMTHSTa Ha TE€HEH IOTOK, KOMTO ca
reHepupaiu CbBPEMEHHUS TeHETUYEH Nel3ax Ha 3anaaHa EBpaszus.

18. Karachanak-Yankova, S., D. Nesheva, A. S. Galabov &D. Toncheva. Distribution of
East Eurasian Y-Chromosome and Mitochondrial DNA Haplogroups across Eurasia:

Insights into the Genetic Ancestry of Bulgarians. - Advances in Anthropology. 5(04),
2015, 205. (IF:0)

I'enodonasT Ha chbBpeMeHHUTe Obiarapu mo wmutoxoHapuanHata JHK (mt/IHK) um Y-
XpOMO30MaTa c€ ChCTOM MPEJUMHO OT 3amaJHoeBpasuiicku xamiorpynu. OT apyra cTpaHa,
M3TOYHOEBPA3UICKUTE JIMHUU C€ Cpemar MpH MHOTO HHUCKHM YeCTOTH cpel Obirapure,
npencrasenu camo ot MT/IHK xammorpymure C (0.2%), D (0.4%) u Z (0.1%) (Karachanak n
cbaBT., 2012) u Y-xpomozomuure xamorpynu C, N um Q (Bcsika c uectora ot 0.5%)
(Karachanak u cwaBt., 2013). Ilomo6en monen ce HabmomaBa u npu antudHuTe MT/HK
npobu OT MpaOBArapcKd YOBEIIKM OCTAaHKH, KOUTO MPHUHAAISKAT CaMO KbM
3amagHoeBpasuiicku MTJIHK xammorpymu (Nesheva u cwaBt., 2015). 3a ma wuscnensame
TeHETUYHUS MPOU3XO0J] Ha ObJTrapHuTe OT IJIe/IHA TOUYKA HAa U3TOYHOEBPA3UUCKUTE XaIIOTPpyIH,
aHAJIM3MpPAXMeE pa3NpoCTpaHEHUETO Ha Y -xpomo3oMHute xamaorpynu C, N u Q u mtIHK
xamnorpynure C, D u Z B EBpa3usi. AHanu3bT Oelie mpoBesieH BbpXY JIUTEPAaTypHH TaHHH 32
noseue oT 15 000 uHAMBUAA OT pa3IMYHU €Bpa3UiCKH (Cy0-) MOIMynauy 3a BCsAKAa OT TE€3U
xamtorpynu. CbOpaHUTEe AaHHM OsiXa M3MOJI3BAHM 32 MOCTPOSIBAHE HAa E€BPA3UIICKU KapTu
OTpa3sBalllld YECTOTHTE HA PA3[VIekKJAaHUTE XAIUIOIPYNU M 3a TECTBAHE Ha 3HAYMMOCTTA Ha
TSAXHATa CPELIAEMOCT MEXy ObJIrapure U eBponeiuTe, CbCEJHUTE EBPONEHCKHU MOITYJIANH
Ha OBJrapuTe U MOMYJIAUUTE, KOUTO CIIOpPE HIKOM UCTOPUYECKH KOHIIETILIMU MOraT Aa UMaT
o0m mpousxos ¢ mpaOwbirapure, a HUMEHHO: alTaillcku, KaBKa3Ku, CHOUPCKH U
LEHTPaAIHOA3UATCKHU Tomynanuu. ['eorpadckoro pasnpocrpanenue Ha MTIHK xamnorpynute
C, D u Z n Y-xpomo3omuute xamiorpynu C, N u Q orpassiBa pasiukara B TAXHATa BUCOKA
YecToTa Cpell adTalCKUTE MOMyJIallid U MHOTO HHCKa yecToTa mpu Obiarapure. OCBeH TOBa,
CpaBHEHHMETO Ha YecTOTaTa Ha TE3M XaIIOTPyNH HE TO0Ka3Ba BPB3Ka MEXIy OBJITapUTe U
anTaliCKUTe U KaBKa3KuTe nomyiauuu. MMalku npeaBuj 3HaYUTETHUS TeHETUYEH IPUHOC Ha

10



npa0obJITapuTe KbM CBHBPEMEHHUS OBITapCcKH TEHO(OHI, HACTOSIMIETO M3CIEABAHE
MOTBBPIK/IaBa jaurcata Ha Onm3ka Y-xpomozomua win MT/IHK Bpb3ka mexmy npadbiarapure
OT e[lHa CTpaHa U aNTalCKUTE U KaBKa3KUTE TMOIyJIalllu, OT ApyTa.

19. Karachanak-Yankova, S., R. Dimova, D. Nikolova, D. Nesheva, M. Koprinarova, S.
Maslyankov, et al. Epigenetic Alterations in Patients with Type 2 Diabetes Mellitus. -
Balkan Journal of Medical Genetics. 18(2), 2015, 15-24. (IF: 0.306)

Enurenernynure mpoMenn u ocodeHo mporecute Ha JIHK metwnmpane, urpast ponst B
naToreHes3ara M pa3BUTHETO Ha 3axapeH auader tum 2 (3/{T2), cBbp3Baiiku T€HETHYHHU H
(akTopu Ha OKOJIHATA cpefa. 3a Jla ce U3SICHU Ta3M poJisd, HUE MPOBEAOXME aHAJIN3 BKIIIOYBAII]
MAIUEHTH ¢ pa3nudHa npoabkuTenHoct Ha 3AT2, nmpu koiito Osxa uzcneaBaHu: (i) HUBaTa
Ha ekcrpecus Ha MeTuiI-CpG-cBbp3Bam gomeH npotenH 2 (MBDZ2) kato mapkep Ha JIHK
METHJIUPAHETO U 11) MPOMEHH B METWIMPAHETO Ha 22 T'eHa, CBbP3aHU C KJIETHUHUS CTPEC U
tokcuyHocT. Hue ananuszupaxme MBD2 MmPHK excnpecnonnute HuBa npu 16 maruentu u 12
KOHTPOJIA, KAKTO M METWJIALIMOHHUS CTaTyC Ha T'€HU 3a cTpec U Tokcu4HocT B uetupu JTHK
coopun mpobm oT: (i) KoHTpoiw; (i) HoBomuarHocturupanu nanumeHtn c 3AT2; (i)
ManueHT ¢ npoabukuTenHocT Ha 3 T2 <5 roguau u (iv) NAUEHTH C TPOABIHKUTEITHOCT Ha
31T2 > 5 ronuaun. HuBara Ha ekcrnipecust Ha MBD2 ca cpeano 10.4 mbTH MO-BUCOKU TPHU
naruenty ¢ 3[T2 B cpaBHeHue ¢ KOHTponuTe. [IOCTOSHHOTO HapacTBaHe Ha (pakIHATa Ha
metunupanaTta JIHK ¢ yBenmuaBaneTo Ha mpoabmkutennoctTa Ha 3/[T2 ce HabmomaBa npu
reaute Prdx2 m SCARA3, cBBbp3aHH ChC 3alIUTaTa OT OKCHUJIATHBEH CTPEC U MPHU TYyMOP-
cynpecopHute renu BRCAI u Tp53. B 3akitoueHue, noBuilneHaTa ekcnpecus Ha MBD2 tipu
MaIMeHTUuTe nokaspa obma neperyiauus Ha JJHK merunupanero npu 3/[T2. [loBumeHoTo
Metunupane Ha Prdx2 m SCARA3 renuTte npejnosiara HUIMYMETO HA CMYIIECHHUS B 3alllUTaTa
oT okcupatuBeH crpec npu 3AT2. VBennuenoro metwiupane Ha renure BRCAI n Tp53
pa3KpuBa €MUTeHETUYHA IPUYMHA 32 YBEJIMYaBaHE Ha PUCKa OT pak, cBbp3aH ¢ 3 T2.

20. Nesheva, D. V., S. Karachanak-Yankova, M. Lari, Y. Yordanov, A. Galabov, D.
Caramelli & D. Toncheva. Mitochondrial DNA suggests a western eurasian origin for
ancient (proto-) Bulgarians. - Human Biology. 87(1), 2015, 19-28. (IF:0.600)

HpeBuuTe OBJTapu (MpaOBATrapuTe) OTAABHA CE€ CMATAT 3a TIOPKCKa momynanus. [Ipe3
MOCTIEIHUTE TPH JIeCETUIIeTUs 051Xa OTKPUTH peAnLa JOKa3aTeJICTBA, KOUTO MPOTUBOpEYAT Ha
TOBa TBBPJEHHE, HO /10 MOMEHTa T€ HE BKJIOYBAXa aHAIM3 HA aHTUYHA MUTOXOHJApHAIHA
JHK (MtIHK). 3a ga 3ambenHuM Tasu mpa3HoTa, chOpaxMe MpoOU OT YOBEUIKH OCTaHKH OT
VIII-X Bek, OTKpuUTH B Tpu Hekpomona B bwiarapus: HoxapeBo (obmact Cumuctpa) u
Manactupa Ha MocTtuu (Illymencko) B CeBeponstouna bearapus u Tyxosumie (CaroBua) B
IOrozanaagna bearapus. @unorenernynust aHanu3 Ha 13 antuunu JJHK npoOu (u3omupanun
oT 360u) uneHtudummpa 12 paznmuunu xamnoruna kinacudumupann B MTJIHK xammorpynm,
KOUTO CE€ CpeIlaT B JHEIIHUTE €BPONEHCKU M 3amaJHOEBpPA3MNCKU mnomyiauud. Hamure
pe3yaTaTy MpearnosaraT 3arnagfHoeBpasuiicku MailuuH MpOU3XoA 3a Mpadbirapure, KakTo U
TEHETUYHO CXOJICTBO MEXAY TAX M CbBpeMeHHuTe Obirapu. Hamarta Obaema paborta mie
MPEJOCTaBH JOMBIHUTEIHN JaHHU, KOUTO 1€ U3SCHAT MPOU3X0/a Ha MpadbirapuTe; KaTo Mo
TO3M HAYMH III€ 1aJjaT HOBU HACOKU B pa30MpaHETO HA eBpoIeiickaTa TeHeTHYHA €BOJIIOLIHUSI.
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21. Sudmant, P. H., S. Mallick, B. J. Nelson, F. Hormozdiari, N. Krumm, J. Huddleston,
[...] Karachanak-Yankova S. [...] et al. Global diversity, population stratification, and
selection of human copy-number variation. - Science. 349(6253), 2015. (IF: 41.058)

CexBenupaxme 236 uHAMBUAM OT 125 pa3nuyHu 4YOBEUIKM MOIyJIalUu 3a Ja H3CleIBame
W3MEHUYUBOCTTA U CIIEJUTE OT €CTECTBEHUS OTOOP BBHPXY MYIUIMKAIIMOHHUTE U JCICIIUOHHUTE
Bapuantd B Opoit komus (CNVs). VYcraHoBuxme, dYe IyIUIMKAIMMTE MOKa3BaT
(GyHIaMEHTATHO Pa3IMYHU ITOMYJIAIMOHHA TEHETUIHH CIICIN U CIEAH OT €CTECTBEHHUS 0TOOP
B CPaBHEHHUE C JICJICIIUUTE U € MO-BEPOSATHO Ja OBJAT CTPATH(PHUIMPAHU MEKTY YOBCIIKHUTE
nonyjganud.  Ype3  BBCTAHOBSIBAHETO  HA  [BbPBOHAYAJHHMS  YOBELIKUS  T'€HOM,
unentudunmpaxme Meradasure ot JJHK, nsryObenu B pa3auvau IUHUHA U TOYHO OTPEACIIUXME
rOJIEMUTE JeJIeIMH, BMBKHATH OT JIUHUATA Ha W34e3HaNIMs [[eHnCcOB 4OBEK, KOUTO CE Cpelar
C BHCOKa Y€CTOTa CaMO B ChbBPEMEHHUTE OKEAaHCKHU mnomyianud. OTKpUXMe, 4e 4yacTra OT
JJHK mnocnegoBarennoctra oOxBanara oT CNVs e mo-roismMa OT Ta3d OOXBaHaTa OT
eAMHUYHUTE HYKICOTHIHU 3aMEHHU Cpell HeadpHKAHIUTE, OTKOJIKOTO MpU adpUKAHCKUTE
MOMYJIAlIMM, HO CMATAME, Y€ Ta3W Pa3jIMKa BEPOSITHO CE€ JBJIKH HAa YHUKAJTHU ACMEKTH OT
HCTOpHSITA HA HEAPPUKAHCKUTE MOITyIaIiH.

22. Vilhjalmsson, B. J., J. Yang, H. K. Finucane, A. Gusev, S. Lindstrém, S. Ripke [...]
Schizophrenia Working Group of the Psychiatric Genomics Consortium [...] et al.
Modeling Linkage Disequilibrium Increases Accuracy of Polygenic Risk Scores. -
American Journal of Human Genetics. 97(4), 2015, 576-592. (IF: 8.855)
Schizophrenia Working Group of the Psychiatric Genomics Consortium: S. Ripke,
Neale B. M., Corvin A., Walters J. T. R., Farh K-H., Holmans P. A. [...] Karachanak-
Yankova S. [...] et al.

O1eHKHTE Ha MOJUTEHHUS] PUCK Ca OTPOMHO OO€IIaHue 3a MPOrHO3UpPAHE HA CIOXKHUS PUCK
OT 3a00JsIBaHE U 1€ CTAHAT MO-TOYHM C YBEJIMYABAHETO HA pa3MEpUTE Ha M3CIIEBAHUTE
n3Bagkyu. CTaHIAPTHUAT MOAXOJ 3a WM3YMCIISIBAHE HA OLICHKUTE HA pPHUCKAa CE ChCTOM B
M3KJIIOUYBaHE Ha MapKepu Bb3 OCHOBAa Ha HepaBHOBecHaTa ckadeHocT (LD) u mpunarane Ha
Tpar 3a p CTOMHOCTTAa KbM CTaTUCTUYECKUTE IAHHU 32 aCOLMALINATA, YPE3 KOETO C€ U3KITI0YBA
uH(popMalisg U MOXE Ja C€ HaMalM NpeJuKTUBHATa TouHocT. Hue BbBexmame ,,.Ldpred”
METOJI, KOTO YCTaHOBsIBa MOCJIEBAIlaTa CpeiHa CTOMHOCT Ha pa3Mepa Ha e(ekTa 3a BCEKH
Mapkep, KaTo mpeIBapuTelIHO M3MOo3Ba pa3Mepa Ha edekra u LD uHpopmanus oT BHHIIECH
Habop u3TouHuy. Teopusra U cuMmyanuure nokassar, ye LDpred npepb3xoxaa noaxoaa Ha
M3KJIIOUBAHE HAa MapKepH, IMOCJEBaH OT BBbBEXKJAaHE Ha MparoBa CTOMHOCT, 0COOEHO Mpu
ronemu pasmepH Ha u3Bankute. Taka, npequkTuBHuAT R? ce yBenuuasa ot 20.1% 10 25.3% B
rojsiM Habop oT AaHHM 3a mu3zodppenus U ot 9.8% mo 12.0% B romnsm HAOOp OT JaHHM 3a
MHOXKECTBEHa cKkjepo3a. [logoOHO OTHOCHTENHO TMOAOOpeHHe Ha TOYHOCTTa Oelie
Ha0II0/1aBaHO 32 TPU JOMBIHUTEIHU MAaCHBH OT JaHHH 3a OOJIECTH U 32 HEEBPOIEUCKH mpodu
cbe mm3odpenus. [IpequmcrBoro Ha LDpred mo oTHOIIEHHE Ha CHINECTBYBAIIUTE METOIU
1€ HapacTBa C YBEJIMYABAHETO HA pa3Mepa Ha U3BaJIKaTa.

23. Franke, B., Stein, J. L., Ripke, S., Antilla, V., Derrek P. H., van Hulzen K. J. E. [...]
Schizophrenia Working Group of the Psychiatric Genomics Consortium [...] et al.
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Genetic influences on schizophrenia and subcortical brain volumes: Large-scale proof
of concept. - Nature Neuroscience. 19(3), 2016, 420-431. (IF:27.125)

Schizophrenia Working Group of the Psychiatric Genomics Consortium: S. Ripke,
Neale B. M., Corvin A., Walters J. T. R., Farh K-H., Holmans P. A. [...] Karachanak-
Yankova S. [...] et al.

HInzodpenusTa € TEKKO MCUXUATPUYHO 3a00JsIBAaHE C BUCOKA HACIEACTBEHOCT. Mo3byuHaTa
CTPYKTypa U (PyHKIMSI OOMKHOBEHO C€ pa3jiMyaBaT MEXIy NAIWHETH ChC MHM30(pEeHUS U
31paBu JUIa. Thil KaTO MOCTOSHHO C€ OTKPUBAT HOBU YECTH MCHETUYHHU ACOLMAIMH KaKTO 32
mu3o(peHnsTa, Taka u 3a (EHOTUIIUTE Ha MO3BbYHOTO M300pa3siBaHe, MOKEM Ja U3IO0JI3BaMe
TeHOMHHM JaHHH, 3a Jla U3CleiBAME T€HEeTUYHOTO MPUIIOKpHUBaHe. B HacToAmOTO MpoyuBaHe
o0eMHUXME pe3ydTaTuTe OT MPOYYBAHUS Ha YECTH BapuUaHTHH mpu mm3odpenus (33 636
ciaydasi, 43 008 xoHTponu) W OOEMHUTE Ha HAKOIKO (TJIABHO CYOKOPTHKATHHM) MO3bYHU
ctpykrypu (11 840 nanuentn). He yctaHoBUXMe JOKA3aTENCTBA 32 TEHETUYHO MPUIIOKPUBAHE
MEX]y pHCKa OT IU30(QpeHHs U U3MEPBaHUATA HA 00eMUTe Ha CYyOKOPTHUKAIIHUTE CTPYKTYPH,
HUTO HAa HUBOTO HA F€HETUYHATA aApPXHUTEKTypa OT YECTUTE BApUAHTH, HUTO OT CIUHHUYHUTE
TeHEeTUYHU Mapkepu. Te3n pe3ynraru NpeaocTaBsAT JOKa3aTEJICTBO 3a KOHIENIUATa (Makap u
BB3 OCHOBA Ha OTPaHMYCH HAOOp OT M3MepBaHUs Ha o0eMa Ha CyOKOPTHKAITHUTE CTPYKTYPH)
U OIpeAensaT IbTHA KapTa 3a ObACLIM NPOYYBaHMS, M3CIEABAILM I'€HETUYHATa KOBapUallysl
MEXJy CTPYKTYpHUTE WIH (YHKIMOHAJIHUTE MO3bUHM (EHOTHIIOBE M pHCKA OT
NICUXUATPUYHU OOJIECTH.

24. Johnson, E. C., D. W. Bjelland, D. P. Howrigan, A. Abdellaoui, G. Breen, A. Borglum
[...] Schizophrenia Working Group of the Psychiatric Genomics Consortium [...] et al.
No Reliable Association between Runs of Homozygosity and Schizophrenia in a Well-
Powered Replication Study. - PLoS Genetics. 12(10), 2016. (IF: 5.54)

Schizophrenia Working Group of the Psychiatric Genomics Consortium: S. Ripke,
Neale B. M., Corvin A., Walters J. T. R., Farh K-H., Holmans P. A. [...] Karachanak-
Yankova S. [...] et al.

VYTBBpAEHO €, 4e NHOPUAMHIBT YBEINYaBa PUCKA OT PELIECUBHU MOHOT€HHHU 3a00JIsIBaHUS, HO
HE € JJOCTaThYHO M3BECTHO JAJIM TOM JOMpHUHACS 332 €THOJIOTUATa Ha MYITH(AKTOpHHU O0JIeCTH
Karo mm3oppenusaTa. EnuH OoT HauMHMTE 3a OLIEHKAa Ha e(pEeKTUTEe OT MHOPUIMHTA € Ja ce
u3cienBa Bpb3KaTa MEXAy JIuarHo3ara Ha 3a00JSBaHETO W aBTO3UTOTHOCTTa Ha TeHOMA,
M34YUCIIEHA Ype3 M3MOJ3BaHe Ha ywyacTbluuTe ¢ Xxomo3urozutHoct (ROH) B uscnensanus Ha
€IMHUYHU HYKJICOTHIHH NOIMMOp(HU3MHTE B Ienusi TeHoM. V3monm3Ballku JaHHU 32
mm3oppenus or Koncopunyma 3a ncuxuarpuyna renomuka (n = 21 868), Keller u cwaBrt.,
(2012) wmzuucnsBar, 4e BEPOSTHOCTTa OT pa3BUTHE Ha MU30(pEeHUs c€ yBeauvaBa C
npubnnsutentHo 17% 3a BCEKH OMBIHUTENIEH IMPOLIEHT OT T€HOMa, KOMTO € aBTO3uroTeH (B =
16,1, CI (B) = 6.93; 25.7 Z = 3.44, p= 0.0006). B ToBa H3cnenBane, HUE OMHUCBAME PE3YITATUTE
OT PEIUIMKATHUBHO IMpOy4YBaHE Ha 22 HE3aBUCHMMM HA0OpPH OT JaHHU OT W3CJIEABAHHS THII
Cllydau-KOHTposin Ha mm3oppenus or KoHcopumyma 3a mcuxuarpuyHa reHomuka (n = 39
830). M3znon3paiiku ceimre ROH mparoBu croitHoctn u npoueaypu kato Keller u cpaBr.
(2012 r.), He ycnmsaxMme J1a Bb3IPOU3BEIEM 3HauMMara acouuanus Mexay ROH rtexectra u
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mu30(peHnsaTa B HE3aBUCUMHTE JTaHHU OT KOoHcopiuyma 3a (aza I, Bempekn 4ye epekThT
Oerre B mpeaBUACHATA TIOCOKA, a KOMOMHUPAHUAT (ITbpBOHAYAJICH M PETUIMKATUBEH) HA0Op OT
JAaHHH JI0BEJIe 0 MO-MajKa, HO 3HAaYMMa BpBh3Ka MEXy KoepHUIIMeHTa Ha UHOPUIUHT CIIOPE.
ROH wu mmzodpenusta (B = 4.86, CI (B) = [0.90,8.83], Z = 2.40, p = 0.02). Cnexn Keller u
cbaBT. (2012 1.), HAKONKO NPOYy4YBaHMA CHOOIIABAT 3a MPOTHBOPEYMBA AacOIMAlMi Ha
texxecrra HAa ROH ¢ Myntudakropaute mpusHaIy, 0COOCHO PHU JaHHHU OT MPOYYBAHUS THUIT
cirydau-KoHTposu. Te3u KOH(DIUKTHH pe3ynTaTh Ouxa MOTJIH J1a MOJCKaXar, 4e epeKTuTe ot
AaBTO3UTOTHOCTTa C€ IMIOBJIMSABAT OT pAa3IMYHA (AKTOpH, KATO HANPUMEDP COILMATHO-
MKOHOMMYECKHS CTaTyc, oOpa3oBaHHETO, IpaJicka Cpela U PEeIUruo3HOCT, KOUTO MOraT Ja
ObJaT CBbP3aHU KaKTO C HHOPUIMHTA, TaKa U C Pe3yJITaTUTE Ha U3CIIeIBAHUTE CTOIHOCTH.

25. Mallick, S., H. Li, M. Lipson, I. Mathieson, M. Gymrek, F. Racimo [...] Karachanak-
Yankova S. [...] et al. The Simons Genome Diversity Project: 300 genomes from 142
diverse populations. - Nature. 538(7624), 2016, 201-206. (IF:27.125)

HoknanBame Habop OT JjaHHM oOT mnpoekta "CallMbHC TE€HOMHA HM3MEHYHMBOCT':
BHUCOKOKadecTBeHH reHoMu oT 300 uHauBuaa ot 142 pasnuuHu nomyjaanuu. Te3u reHoMu
BKJIIOYUBAT Hal-Mayiko 5.8 MuiaMoHa 0a30BU JABOWKH, KOWTO HE MPUCHCTBAT B YOBELIKHUS
pedepenten reHoM. HammsaT aHanu3 paskpuBa KIOYOBHM XapaKTEpUCTUKU Ha Mel3aka Ha
YOBEIIKaTa FTeHOMHA W3MEHYHUBOCT, KaKTO U TOBA, Y€ CTEIIEHTA HAa HATPYNBAaHE HA MyTAllUU CE
€ ycKopuia ¢ 0koJio 5% mnpu HeappuKaHIUTE B CpaBHEHHE C appUKAHLUTE, CIel TAXHOTO
pazzensHe. YCTaHOBMXME, Y€ NPEILUTE Ha HAKOM OT JHEUIHWTE YOBEIUKHM IOIYJIAllUU ca
Oounu chiiectBeHo pazaeneHu npeau 100 000 roawHu, MHOTO TpPEaU apXeOoJOTHYECKU
JI0Ka3aHOTO HayaJlo Ha ChbBPEMEHHOTO 4OBedecTBO. ChIO Taka MOKa3BaMme, 4€ MPOU3XOABT
Ha MeCTHUTE momyiauuu oT ABctpanusi, HoBa I'BuHes u AHJaMaHCKUTE OCTPOBU HE € OT
PaHHOTO pa3cesiBaHE HAa ChBPEMEHHMTE XOpa; a MOTEKJIOTO Ha TE3M IMOIYJAlUU I[0-CKOPO
CHBIIaJa C TOBA Ha IPYTUTE Hea)pUKAHIIH.

26. McLaughlin, R. L., D. Schijven, W. Van Rheenen, K. R. Van Eijk, M. O'Brien, R. S.
Kahn [...] Schizophrenia Working Group of the Psychiatric Genomics Consortium [...]
et al. Genetic correlation between amyotrophic lateral sclerosis and schizophrenia. -
Nature Communications. 8, 2017. (IF: 12.353)

Schizophrenia Working Group of the Psychiatric Genomics Consortium: S. Ripke,
Neale B. M., Corvin A., Walters J. T. R., Farh K-H., Holmans P. A. [...] Karachanak-
Yankova S. [...] et al.

[To-pano mokazaxme, 4e yecToTara Ha IMM30(QPEHUS MPHU POJCTBEHHUIIMTE HA TALUEHTU C
amuoTpoduuHa natepanna ckiepos3a (AJIC) e mo-BUCOKa OT o4aKkBaHaTa, KOETO IMperosiara
CHILIECTBYBAHETO Ha ETHOJOTMYHAa Bpb3Ka MeXAy Te3u ABe Oonect. B Ta3um Bpb3Ka,
n3cneBaxMe TeHeTuYHaTa Bpb3ka Mexxay AJIC u mm3odpeHusra, KaTo U3MoI3BaxMe JaHHU
OT ISUIOCTHA F'€HOMHHU acouuaTuBHU npoyuBaHus 3a Hag 100 000 muauBuau. M3non3Baiku
LD uncnosara perpecus, HU€ yCTAaHOBHUXME, Y€ IeHETHMuYHaTa Kopenauusa mexnay AJIC un
umzodppenusara e 14.3% (7.05-21.6; P = 1 x 10%), kaTo oleHKaTa Ha MOIUI€HHUS PUCK OT
mmsodpenns obscusasa 10 0.12% ot aucnepcusra npu AJIC (P = 8.4 x 107). Ilpu Te3u
OTKPUTHS MOXKE Ja C€ OdYakBa JIeKO yBelmdeHa koMmopOumaHocT Ha AJIC m mm3odpeHusTa

14



(koedunment ©Ha BeposTHocT 1.08-1.26), HO TOBa 3aKIIOUYCHHE W3UCKBA MallaOHU
EMHUIEMHUOIIOTUYHHA TIPOyYBaHUs. M3MON3BaiiKi YCIIOBEH aHAINW3 Ha MOTPENIHUTE OTKPHUTHUS
uaeHtTudumrpaxme mnetr noreHuuanHo HoBU AJIC-acoumupanu nokycu. [Ipeamomarame, ue
MO03HABAHETO Ha CIOACICHUTE HEBPOOHOIOTMYHH MEXaHU3MH Ha TE3W JBE 0OJIECTH MOTraT Ja
JO0BE€AAT 10 HOBU XUIIOTE3U 3a GBI[CH_[I/I NPCAKJIMHUYHA U KIIMHUYHU I[IPOYYBAHUS.

27. Karachanak-Yankova, S., D. Nesheva, D. Toncheva &A. S. Galabov. The Uniparental
Genetic Landscape of Modern Slavic Speaking Populations. - Advances in
Anthropology. 7(04), 2017, 318. (IF:0)

[lonmynanuure TrOBOpELIM CIABIHCKM €3€M ca Hall-MHOroOpoiHaTta HHI0EBpOIEHCcKa
eTHOJIMHTBUCTHYHA Ipyna B EBpona. Te numat ronsmo pazHooOpasue v nonajaT B TpU IPYIHU:
3anajHo-, U3TOYHO- M F0’KHOCJABSIHCKH IMOMyJIaluy. 3a J1a AaJeM NMPHUHOC KbM pa30oupaHEeTo
Ha BpB3KaTa MEKJy €3UKOBaTa U F€HETUYHA NIPUHAUIEKHOCT HA CIABIHCKUTE IOITyJIalUK, 32
NpbB BT AHATU3UPAXME TEXHUTE TCHETUYHU BPB3KM IO MaiuMHA W OallMHA JTUHHUS H
WIIOCTPUpPaXMe TsAXHATa MO3ULHUSA B €BPONEIHCKUSA €QHOPOJUTENICKM IEHETHYEH Meh3ax. 3a
nenra cb0paxme MmyOJMKYBaHU JaHHU 32 YECTOTUTE HA XaIUIOTPYIHUTE [0 MUTOXOHpUATHATA
JJHK (MtIHK) um Y-xpomo3omaTa B CIaBSHCKHUTE M JAPYTd €BPONEUCKH MOMYyJIallud U TU
cpaBHMXMe upe3 Merojna Ha riaBHUTe KomnoHeHTH (PCA). Ilpu cpaBHeHHMsTa MEXIy
CJIaBSHCKUTE IMOMYyJIallMU 3alaJHUTE U M3TOYHUTE CJIABSHU ca MO0-0JIM30 Ppa3loIOKEHH,
JIOKaTO IOKHOCJIABSIHCKUTE TIIOIMyJIAIMKM Ca TPYyNUPAaHH CaMOCTOATENHO. B eBponeinckn
KOHTEKCT I0KHOCJIaBSHCKUTE IIOMYyJIAMK Ca pa3lojOXKEeHW MO-0JM30 A0 ChCEIHUTE
OaJKAaHCKM HECJIAaBAHCKA M CEBEPHO MTAIMAHCKUTE IMOIMYJIALUH, OTKOJKOTO 0 APYTHUTE
ciaBstHCKM Hapoau. IIpu n3cneaBaHeTo Ha €AHOPOAUTENICKATa U3MEHUMBOCT Ha MOITyJIALUNTE
TOBOpEIIM CJIAaBIHCKM €3UIM TpsOBa Ja ce B3eMe MpeaBua mpeobianaBaHeTO Ha Y-
XpOMO30MHaTta xaruiorpyrna N cpel U3TOUHUTE CIaBSHM (0OXBallaila Mmo4TH MOJOBHUHATA OT
reHooHAa Ha HSAKOM OT TE€3M MOIyJallMK) U TOYTH IbJIHATA W JIMIICBA Cpel Apyrure
MOMYJIAIIMOHHU T'PpyNu (Cpell KOUTO decToTaTta il He mpeBumiana 2% - 3%). B 3akmiouenue,
JAHHWUTE B HACTOSIIOTO U3CJICABAHE COYAT, Y€ 3allaJHUTEC U N3TOYHHUTE CIIABSIHCKH IOIyJIALAN
OT €/lHa CTpaHa U FOKHOCJIABSIHCKUTE MOIMyJalMd OT JApyra MpeACTaBIsABaT OTACIHU Ipylu
Bb3 OCHOBA HA TAXHATa €IHOPOAMTEICKA I'€HETHYHA CTPYKTypa, KOETO IOKa3Ba, 4ye T€ HE
CHOACNAT 3HAYMTEIECH OOl TeHETWYEeH MPOM3XOJ M Y€ ChHIIECTBYBa TOJSMO TE€HETHYHO
pa3HooOpa3ue B CIaBIHCKOTO €3UKOBO €MHCTBO.

28. Hemesa, /I., Kapauanak-ukoBa, C., ['bn15008B, A., Tonuesa, /. OcHoBHU mpoOaemMu U

pemieHus npu padota ¢ ApeBHH KocTH U 350u — Crimcanue Ha BAH. 6, 2017, 54-57.
(IF:0)

Pa3Butnero u momoOpsiBaHETO HA TEXHOJOTUUTE TI03BOJIM Bb3cTaHOBsiBaHe Ha JIHK
(1€30KCHPUOOHYKIIEMHOBA ~ KHCEJIMHA) TOCJIEOBATETHOCTH OT MY3€HHU  €KCIIOHATH,
apXeoJIOTUYECKA OTKpUTHUA W (GOCWIHH OCTaHKH. OCHOBHUTE MpoOieMH mpu pabora C
antnyHa JIHK (a/IHK) ca: xontamunamusara ¢ ex3orenHa JIHK ("oBemka u mo-psako
OakTepuiHa); TPEUIKM MO BpeMe Ha paboTara C MHOXECTBO aMIUIM(UKAIMH, TPEHIKU I10
BpeMe Ha CEKBEHUPAHETO; Jerpajaluara U Majdkus Opod KOIMWs Ha 4YaCTHYHO 3ara3eHara
JIHK; XuapoiuTU4HM HapylIeHus, Hal-uecTo [e3aMMHMpaHe (LMTO3MHA Cc€ IpeBphLIa B
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ypamwi). B Ta3u Bpb3ka € ch3aaAcH HaOOp OT KpUTEPUHU 3a ONTHMHU3HUpaHE Ha padorara C
aBreHTnuHn JIHKu kaTo cekBeHmpaHe Ha MpoOW OT LETUs SKUIl pabOTHJI IO MaTepuania, C
1lel ycTaHOBsiBaHEe Ha KoHTamuHauusa c¢ TsaxHa JIHK; pabGora B CTepuiIHHM YyCIIOBUS ChC
CHenuanHo OOJEeKIO M B OTAETHHU JabopaTopuu, CIEIUANHO IpeAHa3HaueHu 3a paboTa C
a/IHK; moBTOpeHHMe Ha eKCIIEpMMEHTHTE Ha BCEKH eTal OT paboTraTa 3a JOKa3BaHE Ha
npeaxoaHuTe pesynraru. CriazBaHeTo Ha T€3U M3UCKBAHUS JaBaT B3MOXKHOCT 32 MOJIy4aBaHe
Ha aBTEHTUYHU PE3yaTaTH Npu usciaeasanus Ha a/[HK.

29. MuxaitnoBa, M., [lamsHoBa B., bamabGancku JI., Cep6e3oB /I., AntonoBa O.,
Kapauanak-AnkoBa C., Hemesa [I., Xamyane 3., CraneBa P., Hukonosa /I.,

Xamxunexkoa C., Tonuea JI. Pons Ha dakropum Ha cpemata mpH IBIATOJIETHETO.
Conumanna meauiuna. 4, 2018, 11-14. (IF:0)

[TonacTosiieM eBpONeCKUTE AbP)KaBU B TOBA YKCIO U Bbiarapus mperbprsBaT 3HAYUTEITHH
neMorpa)CK MPOMEHH, KaTo CpeJHaTa MPOIB/DKUTEIIHOCT Ha JKUBOTA Ha CBPOICUITUTE
HEMpPEeKbCHATO HapacTBa, a paxkaaemoctra cmanga. Crnopen EBpomeiickata kKomucHs Tasu
TEHJICHIIMS TII€ CE 3alla3d Mpe3 CIESABALIUTE JICCETHIICTHS, KOCTO e JOBEC J0 ChCTapsiBaHE
Ha HACCJICHUCTO U 0 3HAYUTCIHU NIPOMCHU B UKOHOMUWYCCKUSA U 3APABHUA CCKTODP. B’LJIFapHH
HC IMpaBH U3KIIIOYCHUC U 110 JAHHH Ha HaI_II/IOHaHHI/ISI CTaATUCTUYCCKU MHCTUTYT B Kpasd Ha
2015 r. 20,4% ot HaceneHueTo e O6wiIo Haa 65-roauirHa Bh3pacT. [IpoueckT Ha cTapeeHe ce
NIPpEBbpPHA B USKIIIOUYUTCIIHO HHTCPECCH HpO6J’ICM, TBU KaTO € T€HETUYHO 3aJI0KEH U BE3HUKBA
B pe3yJITaT Ha Ha- MaJieHa CIIOCOOHOCT Ha OpraHu3Ma Jia TOoJIbpKa HOpMaJHa XOMEOoCTasa.
MexaHu3MHUTE BCE OIe HE ca J00pe HM3SICHEHW, HO T€ TOBHWIIABAT pHCKa 3a TOsBaTa Ha
MHOXKECTBO 3a00JIsIBAHMS HA PA3JIUYHU ThKaHM W opraHu. lIpoydBanustra B oO0JacTTa,
0OXBaIaIy TPYIH OT OJU3HAIM CTOJICTHUIIU, IOKA3BAT, Y€ ABJITOJIETHETO € B TOJISIMA CTETICH
TCHETUYHO 00yCIIOBeHO. ICHTH(UITMPAHETO HA MOJICKYJTHUTE MEXaHU3MHU Ha CTAPECHETO IIIe
IIOAITIOMOI'HE 3a Cbh3JaBaHC Ha He‘-IGGHI/I CTPATCrur, yAbJDKaBalllkd HTPOABILKHUTCIHOCTTA Ha
JKUBOTa B YCJIOBHA Ha CbXpaHCHA KOIHHULOUA U (I)I/I3I/I‘-ICCKa akTuBHOCT. M3mon3BaHeTO Ha
pa3paboTeHH BBIIPOCHUIN, CBHP3aHU C OIEHKATa Ha HAYMHA Ha XKUBOT HA CTOJICTHUIUTE, OH
MOTJIO JIa TIOAMIOMOTHE HIeHTH(UIIMpaHeTo Ha (aKTOPH HA cpenaTa ¢ BaKHO 3HAYCHHUE 3a
IBITONIeTHEeTO. HaunHBT Ha JKUBOT, ChOOpa3eH ¢ T€HETHYHHUTE MPEAMCIIO3UINU, OU MOT'BI
3HAYHUTEITHO J1a TIO00PH KAueCTBOTO Ha JKUBOT CPEJl BB3PACTHUTE XOpa B IMOITYJIAIUATA.

30. Cep6e3oB 1. P., bana6ancku JI. T., Hukonosa JI. H., Xamxkunexosa C. I1., Ctanea P.
I'., Kapauanak-‘nkoBa C. K., MuxaiimoBa M. I'., Jamsuora B. ., AutoB I'. T,
BwxapoBa P. B., TonueBa JI. 1. Bapuantu B reHu, CBbp3aHH C OHKOI€HE3a M

ChPICYHO-CHOBH 3a00sIBaHUS TpU cynepcToieTHUIH. CbBpeMeHnHa MeauiuHa. 2018
(mpuera 3a neuar) (IF:0)

CyrnepcTojieTHULINTE, WHAMBUAM ycnenuw pna jgocturHar 110 wiam moBeue roauHH, ca
M3KJIIOYUTETHO PSAIKO SBICHUE W TEXHHAT OpOil B CBETOBEH Mamad ce M3YUCISIBA HA HE
MOBEYE OT HSAKOJKO CTOTWH WHAWBHAA. [Ipeamornara ce, 4ye B TEXHUS TCHOM OTCHCTBAT
MATOJIOTUYHH W/WJIH C€ ChIBPXKAT MPOTEKTUBHU T'CHETUYHH BAapUAHTH. Y CTAHOBSIBAHETO UM
Ou OWIO OT 0COOEHO 3HAUCHME 3a pa3KpHBaHE POJIATa HAa TCHHWTE B €THONATOreHe3aTa Ha
acoIlMUpaHW C HampeaHajgaTa BB3pacT 3abonsgBaHus. TakuBa ca OHKOJOTHYHUTE U
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ChpACYHOCHJIOBUTE 3a00JsIBAaHMSA, U MMEHHO T€ Ca OCHOBHA IPUYMHA 33 CMBPTHOCTTA B
MKOHOMHYECKU pa3BUTHUTE IbpxkaBU. Hue TecTBaxme Ta3M XMIIOTE3a, KaTO aHAIU3UPAXMe
YecToTa Ha MaTOTE€HHM, NMPOTEKTUBHM M BAapUAHTH C HESICHO KJIMHUYHO 3HAUYE€HUE B T'EHU
acolMMpaHu ¢ Te3u 3a0oisiBaHMs B MyOJIMYHO JOCThIIHA TeHOMHa 0Oasza JaHHUW Ha 17
cynepcroneTHuka u 34 koHtponu (21-79 ronunu). B monkpena Ha myOnMKyBaHUTE O cera
JTaHHY, HAaIIUAT aHajlu3 MO0Ka3Ba JIMIICAaTa HAa CTaTUCTUYECKU 3HAYMMH Pa3/IMKU B YECTOTUTE
Ha MaTOJIOTMYHU BAPUAHTH B T€HOMa Ha CYNEPCTOJIETHULM U TO3M Ha KOHTPOJHATa Ipyra.
AHanu3upaHuTe reHoTunu ca B Xapau-BaitHOepr paBHOBecue, KOETO CBUJIETEIICTBA 3a JIMIICA
Ha €CTECTBEH OTOOp CHpsAMO Te3U TIeHETUYHUM BapuaHTH. Hue nuckyrupame BB3MOKHH
o0sicHeHHs1 3a HaONIOJaBaHUTE 4YECTOTH Ha MW3CIEIBAHUTE BapHMAHTU M IOJYEepTaBaMe
HEO0O0XOMMOCTTa OT W3SICHABAHE pOJIATA HAa BapUAHTUTE C JOCEra HESICHO KIMHUYHO
3Ha4YeHue.

31. Anttila, V., B. Bulik-Sullivan, H. K. Finucane, J. Bras, L. Duncan, [...] Schizophrenia
Working Group of the Psychiatric Genomics Consortium [...] et al. Analysis of shared
heritability in common disorders of the brain. - Science. 360(6395), 2018. (IF: 41.058)
Schizophrenia Working Group of the Psychiatric Genomics Consortium: Adolfsson,

R., Agartz, 1., Agerbo E., Albus, M., Alexander, M., Amin, F. [...] Karachanak-
Yankova S. [...] et al.

Mo3buHUTE HApYIICHUS MOTaT Ja MPOSIBAT 3HAYMTEIHa KOMOPOMIHOCT U YECTO CIOMAEIISAT
CUMIITOMH, TPEIU3BUKBAWKH JUCKYCHH 3a TSIXHOTO €THOJOTUYHO mpuIiokpuBaHe. Hwue
onpeAeNuXxMe MPUIOKPUBAHETO B TEHETUYHHTE OCHOBM HAa 25 MO3bYHU HApYIIEHUS OT
LSJIOCTHU T€HOMHU acOLIMATHBHU Mpoy4dBaHUs Ha 265 218 mauuentn u 784 643 KoHTpoiu u
oleHuXMe Bpb3kata UM ¢ 17 ¢enoruna mpu 1 191 588 wunnusBupa. Ilcuxuarpuunure
pa3cTpoicTBa UMAT MOJOOHU YECTH BapHAHTH TOBHILABAIIN PHCKA, JOKATO HEBPOJIOTUYHUTE
pascTpoiicTBa ce pa3nuyaBaT B IMO-TOJIsIMA CTENEH KAaKTO MeXIy cebe cu, Taka U OT
TICUXUATPUYHHUTE pa3cTpoicTBa. ChIIO Taka yCTAaHOBUXME 3HAYUMO MPUIIOKPUBAHE MEKTY
0ojiecTHTe W peauia MO3bUHU (DEHOTHIIOBE, BKIIOYUTEIIHO KOTHUTUBHU Mepku. OCBEH TOBa
HalpaBUXME€ CHMYJIAllMH, 3a Ja TMPOYYMM KaK CTaTUCTHYECKaTa CHia, JUAarHOCTHYHATA
HempaBWiHA Kiacupukanmuss W (EHOTHUIIHATA XETEPOTCHHOCT 3acsiraT TEeHETHUYHHUTE
Kopenanuu. Te3u pe3ynTaTH IMOAYEpPTaBaT BaXHOCTTA HAa T'e€HETHMYHA WM3MEHYHUBOCT I10
OTHOIIICHHE HAa YECTUTE BAapUAHTH KaTo PHUCKOB (DaKTOp 3a MO3BYHHUTE DPA3CTPOICTBA U
CTOWHOCTTa Ha METOJIUTE H3CJEIBAId HACIEACTBEHOCTTa B pa3dMpaHETO Ha TIXHATA
CTHIIOTHS.

32.Ni, G., Gratten J., Schizophrenia Working Group of the Psychiatric Genomics
Consortium, Wray N. R., Lee S. H. Age at first birth in women is genetically
associated with increased risk of schizophrenia. - Scientific Reports. 8(1), 2018a. (IF:
4.122)
Schizophrenia Working Group of the Psychiatric Genomics Consortium: S. Ripke,
Neale B. M., Corvin A., Walters J. T. R., Farh K-H., Holmans P. A. [...] Karachanak-
Yankova S. [...] et al.

CkopolHuTe Npoy4yBaHUs MOKa3BaT, ye Jela, POACHHU KAKTO OT MO-MJIaAH, Taka U OT IO-
BB3PACTHHU POJAUTEIN UMAT MO-BUCOK PUCK OT MPOOJIEMH C IICUXUYHOTO 3/IpaBe B CPABHEHUE C
Jerara poAeHU OT POJIUTENM Ha cpefHa Bb3pacT. IIpu mpenuiiHo mpoydBaHe M3MOJI3BaxMe
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HOB JM3aiiH, 3a Jla pa3KpueM JIaTEHTEH MEXaHW3bM Ha T'€HETHYHA acolMalus MEexay
mu3o(ppeHnsaTa M Bb3pacTTa Ha KeHuTe npu mbepBo paxnaaHe (AFB). B nacrosmoro
npoyuBaHe u3noiiBame HezaBucuMu JaHHU oT UK Biobank (N = 38 892), 3a ma orkpuem
acolyanys MexIy NpeABHJICHHUs TeHeTH4eH puck oT mu3odpenus u AFB npu xenute u na
OLICHMM IeHeTHYHaTa Kopenanus Mexay muzoppennus u AFB npu xenu, pasieneHu B rpynu
OT TMO-MJagd U No-Bb3pacTHU. OTKpUXMe JO0Ka3aTelcTBa 3a AacOLMalUs MEXIy
NpEJUKTHBHUSA I'€HEeTHYeH puck oT mmsodpenus u AFB npu xenute (P= 1.12 x 10°) u
YCTaHOBHXME T'€HETHYHA XETEePOreHHOCT MEXIY IpylnuTe ¢ mo-Manka u no-roasima AFB (P =
3.45 x 107). T'eneTnunara Kopenanus Mexay muzoppenusta u AFB B mo-miajgara rpyna e -
0.16 (SE = 0.04), noxaTo Tazu Mexny mu3zodppenusita 1 AFB B nmo-crapara rpyna e 0.14 (SE
= 0.08). Hammre pe3ynraTu mpennosnarar, 4e¢ KakTO paHHaTa, Taka M KbCHATa BB3PACT Ha
KEHUTE IPU II'BPBO PaXKJaHE € acOLUHMpaHa C MOBUIIEH M€HETUYEH PHUCK 3a MIHU30(pEeHUs B
m3Bagkata Ha UK Biobank. Te3u OTKpuTHS XBBPISAT HOB TOTINE] BBPXY (hakropute
JIONIPUHACSINN 32 CJIOKHATa apXUTEKTypa Ha OHO-COLIMATHUSA PUCK, C KOETO Ce YKpemBa
Bpb3KaTa MEXJy Bb3pacTTa Ha POJUTENINTE U IICUXUYECKOTO 3paBe HAa IOTOMCTBOTO.

33.Ni, G., G. Moser, Schizophrenia Working Group of the Psychiatric Genomics
Consortium, Wray N. R. & Lee S. H. Estimation of Genetic Correlation via Linkage
Disequilibrium Score Regression and Genomic Restricted Maximum Likelihood. -
American Journal of Human Genetics. 102(6), 2018b, 1185-1194. (IF: 8.855)
Schizophrenia Working Group of the Psychiatric Genomics Consortium: S. Ripke,
Neale B. M., Corvin A., Walters J. T. R., Farh K-H., Holmans P. A. [...] Karachanak-
Yankova S. [...] et al.

I'eneTnuHaTa KoOpenanus € KJIIOYOB MOIYyJIallMOHEH NapamMeThbp, KOMTO ONUCBa CHOJAENICHATa
TEHETUYHA apXUTEKTypa Ha MYJITH(AKTOPHUTE MPHU3HALIM U 3a00isBaHus. Ts Moxe na Obre
OLICHEHa 4Ype3 Hal-ChbBPEMEHHHM METOJAM, T.€. UHCIOBAa pErpecusi Ha HEpaBHOBECHATa
ckaueHocT (LDSC) u makcumaina BepoaTHocT orpanndeHa B reHoma (GREML). 3naunTtenno
no-mMankara uzuuciaurenHa Texxecr Ha LDSC meroma B cpaBHenue ¢ GREML ro mpasu
MPUBJIEKATENIEH WHCTPYMEHT, BBIPEKHM Y€ TOYHOCTTA (T.e. CTENEHTAa Ha CTAHJAPTHUTE
rpeuiku) Ha omenkute cropenq LDSC nHe e moapo6HOo mnpoyuena. [lpu cumynamuure
nokasBame, 4ye TtouHoctra Ha GREML karo msuio e mo-Bucoka ot tasu Ha LDSC. Ilpu
HaJIMYMe Ha TeHeTHMYHA XETEPOreHHOCT MEXAYy H3CJelBaHaTa W3Bagka U pedepeHTHHUTe
IaHHH, OT KOUTO C€ M3UYMCIAT cTorHocTtuTe 3a LD, Tounocrra Ha LDSC nombiaHHUTEIHO ce
noHmwxasa. [Ipy aHanmM3m Ha JaHHM, KOUTO OIEHSABAT T€HETHUYHATA KOpENalus MEXIy
mu30ppeHNsATa U WHICKCAa Ha TeJeCHAaTa Mmaca, MmokasBame, ue oreHkute cropesq GREML,
M34YHCIICHU BbpXY JaHuu 3a ~ 150 000 nHauBHzaa, ca ¢ mo-rojiiMa TOYHOCT OT OLICHKUTE Ha
LDSC 3a ~ 40 000 uanuBuga. [Tpu GREML ananu3 ¢ reHOMHO pa3JensHe € yCTaHOBEHO, ue
TeHeTUYHATa KOpenalus MeKIy MU30(PEHHUITa U TeJIECHUS PBCT € 3HAUUTETHO OTPUIIATEIHA
3a peryJaaTOPHUTE PETHMOHH, KOMTO CE€ OTKPHUBAT C MO-MaJKa MOIIHOCT MPH M3IOJI3BaHE Ha
usoctHus reHoMed win LDSC noaxoxaa. B 3akmtouenue, onenkute cnopen LDSC tpsoBa na
ObJaT BHUMATEIHO WHTECPIPETUPAHH, Thil KATO HE € HAIIBJIHO CUTYPHO, Y€ KOMOWHUPAHUTE
METaJIaHHU ca XOMOreHHU. [IpenopbruBaMe BCUUKM MHTEPECHU OTKpUTHUsA OT MacoBusi LDSC
aHaJIN3 3a ToJisiM Opol MyNTH(HAKTOPHH MPU3HANM Ja OBJIAT JOIBIHUTEIHO MMOTBBPICHU, B
Clly4auTe B KOUTO € BB3MOXKHO, C MO-MoApoOHu aHanu3u ¢ meroaure GREML, mopu ako
pa3MepuTe Ha U3BAJAKUTE Ca MTO-MaJIKH.

34. Ruderfer, D. M., Ripke S., McQuillin A., Boocock J., Stahl E. A., W. Pavlides J. M.
[...] Karachanak-Yankova S. [...] et al. Genomic Dissection of Bipolar Disorder and
Schizophrenia, Including 28 Subphenotypes. - Cell. 173(7), 2018, 1705-1715.e1716.
(IF:31.398)
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HIuzodpenusita 1 OUITOIAPHOTO aQEKTUBHO Pa3CTPOUCTBO Ca ABE OTICIHHU JHUATHO3H, KOUTO
crofensaT cumnTomMu. PazOupaHeTo Ha reHeTHMYHHUTE (PAKTOPH, JONPHUHACALIM 33 OOIIUTE U
cnenu(UYHA 32 TE3W JBE OOJECTH CHUMOTOMH, IIe OBJe OT pemaBamo 3HA4YCHHE 32
nonoOpsiBaHe Ha AMArHOCTHKATa U JIeYeHHeTo M. B reHomHu nanHM 3a 53 555 cmyuas (20
129 ¢ bunonsipHo apeKTHBHO pa3cTpOUCTBO U 33 426 cbe mm3odpenus) u 54 065 KoHTpOIH,
0sixa unentuduuupaxme 114 3HauuMH J0Kyca, KOUTO TIOKa3aBar, 4e ABeTe OOIECTH CIIOAEIT
HapyIIeHUs B CHHANTHYHUTE W HEBPOHATHHUTE MbTUIIA. CpaBHIBAaHETO Ha MM30(PEHHUATA C
OUMOISIPHOTO aeKTUBHO pa3cTpoiicTBo (mpu 23 585 cmyuas cbe mmzoppenus u 15 270 ¢
OUIoNsIpHO aeKTHBHO PA3CTPOMCTBO) HISHTH(HUIMpPA HYETHPH TEHOMHH Y4YacTbhKa,
BKJIIOYUTEIIHO TaKbB C PUCKOBU BapUaHTH, KOUTO HAMAT OTHOILIEHHE KbM OOJIECTUTE U C T€HU
3a OTrOBOp Ha KaJIWEBM HOHHU, KOWTO IONPHHACIT 3a pPa3MKUTE B OUOJIOTMATA Ha JIBETE
6onectu. Onenkure Ha mnonureHHuss puck (PRS) upentudunumpaxa HIKOIKO 3HAYMMHU
KOpeJsaluu npu (eHOTUIIOBETE, KOUTO CE CPELaT caMo IpPU KOHTPOJIUTE, BKIFOUUTEIHO U Ha
mHu30(peHnsaTa C TCUXOTHMYHUTE XapaKTEpUCTUKM W Ha OUMOISIPHOTO a(EeKTUBHO
pa3CcTpOMCTBO C HayajloTo Ha 3abonsiBaHeTo. Te3um pesynaTatu JaBaT AOMBIHUTEIHU
JIOKa3aTeJICTBA 3a II0JI3aTa Ha TIEHETHUKaTa IpPU M3ACHABAHETO HA CUMITOMUTE U
MOTEHIIMATHOTO JICUCHHUE Ha MU30(QpEeHUATa U OUTIOJIAPHOTO apEeKTUBHO Pa3CcTPorcTBO [34].

Hara: 27.08.2018 1. e
I'p. Codus Cena Kapauanak-SHkoBa
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