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14 anpensa 2003 — 3aBepLUEeH NPOEKT
«'eHOM YyenoBeKka»

99 % reHomMa cekBEHMPOBAHO C TOYHOCTLIO 99.99%.
[MpoekT Havancsa B 1990 rogy, noa pykosoactesom [xenmca YOoTcoHa noA
armgon HaunoHanbHOW opraHnsaunu sgpaBooxpaHeHusi CLLA.
B 2000 roay 6611 BbiNyLweH paboynit YEPHOBUK CTPYKTYpPbl reHOMa,
nonHbin reHom — B 2003 roay
Buinonuanca ¢ 1990 roaa (13 ner)

CtoumocTtb 15 mnpa gonn.
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[eHeTUYeckoe TeCTUupoBaHMe Ha Haimyume
npeapacnosiodKeHHOCTU K pa3/IniyHbIM 3a601eBaHUAM Ha3BaHO
Besinyanwmm n3obpereinem 2008 rona
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TIME's Best Inventions of 2008

Invention of the Year Nextd |

1. The Retail DNA Test

By Anita Hamilton

ARTICLETOOLS

7 7 & Prirt
Before meeting with
i Email
Anne Wojeicki, co-
e Sphere
founder of a consumer
: : B3 AddThis
gene-testing service =
B rss

called 23andMe, I lb/ahoo! Buzz

know just three things

about her: she's

pregnant, she's married to Google's Sergey Brin,
and she went to Yale. But after an hour chatting
with her in the small office she shares with co-
founder Linda Avey at 23andMe's headquarters in Mountain View, Calif., I know some
things no Internet search could reveal: coffee makes her giddy, she has a fondness for
sequined shoes and fresh-baked bread, and her unborn son has a 50% chance of inheriting a

high risk for Parkinson's disease.

Top Stories on Time.com

+ The Mystery of Borderline Personality
Disorder

+ In Fake Arab Town, Israeli Lawyers and Actors
Prep For Real War

+ The Compelling Case For Big Government
+ The Recession's Big Test
+ Will There Be A New Intifada?

The Best
Inventions of the
Year

From a genetic testing
service to an invisibility
cloak to an ingenious
public bike system to the
world's first moving
skyscraper — here are
TIME's picks for the top
innovations of 2008

MORE STORIES



Mbi1 paHbwe Oymariu, Ymo Hawy cyobby
oripedersisitom 38e30b1. Celidac Mbl 3HAEM,
4mo 80 MHO20M Halwa cyObba - amo Hawlu

2€Hbl

HoOenesckuil 1aypeam Jcetimc Yomcon

Hem cena uenoseueckoti oyuiu

Quiom «I ammaxay



PaHbI11e OMOJIOTHIO Ha3bIBaJIW HAyKOM, O€THOM (DaKTaMH,
B OTJIMYHE OT, HAPUMEpP, (PU3UKH, TJI€ OYCHb MHOTO
(daktoB. Ternepsp ke OMONOrHs - 3TO HAayKa, cBepxOoraras
(hakTamu, €cau noj (pakTaMu UMETh B BUY
CTPYKTYPHYIO HHpOpMauio. MBI CUJIMM Ha rOpe 30JI0Ta,
HO KakK IPEBPATUTh 3TO 30J0TO B MOJE3HBIE JIJISI HAC
IIPEAMETHI, MBI HE 3HACM.

Jlee Kucenes

2/1a8a pOCCUUCKOU NPOSPaAMMbL
«l 'enom uenosexa» 6 1994-2001 22
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B 2005 2. Helipobuonioz x. ®annoH, npogheccop yHUsepcumema KanugopHuu
(CLLA), o6Hapyxun 3akoHOMepHoOCMu, omsiuyarowjue Mo32 ricuxornama om
MO32a «HOPMaJsibHO20 4YeslIo8eKa»




Takue xe ocob6eHHOCMU 20/1086HO20 MO32a O6Hapy)Xuslucb y camMo20
k. dannoHa




BEPIOC Iy

[TPMPYYEHHBIN

NTO JAENAET HAC MOABMM?

'eH BOUHA

OTOT reH oTkpbin B HnaepnaHgax B 1993 r.
reHeTnK XaHc bproHHep, 3TO BapmaHT
MOHOamMmmHokcuaasbl A, nnum reH MAO A,
PacrosioKeHHbIN B X-XpOMOCOME

[MTony4yeHbl goKa3aTenbCcTBa O CBA3N
arpeccum n HA3KOM akTUBHOCTM 3TOrO reHa
(cnabo racuT akTUBHOCTb
HEMPOTPaAHCMUTTEPOB)

KonyMHucT OHH 'M6OoHC HasBana 3ToT reH
«F€HOM BOMHa»

NB! Okono 30% nogen nmeroT 3Ty hopmy reHa



«MpeapacnonoXxXeHHOCTbL» K BUAamM cnopTra




«'eHeTUYeCKuun rpy3» B nonynayuum

1-2% - YyacToTa MOHOreHHOM nartonorum

=10-15 — peuyeccuBHbIX MyTaLun 3aboneBaHUN UNN feTanen

PoauTeny - HOCUTENU reHa (340poBbie)
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3aopos Hocutenu bonbHOW
25% 25% 25% 25%




NMpeanmnnaHTauMOHHbLIN FTeHETUYECKUN TecCT -
nrT

Buoncua bnactomepa bwuoncusa Tpodakrtoaepmbl Buoncusa nonapHoro Tenbua




I'IpeHaTan bHaAd ANArHOCTUKaA

OHK nnopa B KpoBM matepu MukponepecTponkn B reHoOMe
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10% OT BCcex HacrneACTBEHHbIX 3a0oneBaHNNn
- OHKONorn4yeckKue

CemMeNHbIN aHaMHe3

AHnpxenuHbl [xonu no PA n PMX BwmeMHMﬂ PA, 45 net
/‘/ ‘1966" PMX, 61 rog,
MapwennuH,
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JTroboe oHKonornyeckoe sabonesaHue —
reHeTnyeckasa naronorusa!
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JleyeHue n NnporHo3npoBaHMe Te4YeHUs
OHKOJMOrm4yecKkux zaboneBaHuu

XnpkoctHasa buoncus

Apoptotic &
Cells NecroticCells Varying Phenotype

«TapreTHble» npenapaTbl
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«Mwup KpUCTUHbI» DHAPIO




OMIM Online Mendelian Inheritance in Man®

Bnepsble «MIM» B Buae otaensHom kHura 6bin onybnmnkosBaH
B 1966 roay n nsgasanca 12 pas

OMIM gaensietca npogormkeHnem MIM (Mendelian Inheritance
in Man)

Ha cerogHsawHMA OeHb ©0as3a [gaHHbIX  MEeHOENMPYHOLLNX
3aboneeaHnn (OMIM®) saBnaeTcs NOCTOAHHO ODOHOBMNSIEMbIM
KaTayiorom reHOB 4erioBeka W reHEeTUYECKUX HapyLleHUW
(>8500)
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FACE2GENE"

Fragile X Mental Retardation Syndrome CANCEL

Image Comparison Similarity Diagnosis
. » m /
e ) HIGH () Differe
SF : MED (@) Clinically Diagnosed
" @ Diagnosec
T y i 9
CASE PHOTO WV COMPQSITE PHOTO Vv @ GESTALT FEATURE
<
Syndrome Info (London Medical Databases) ‘ Typical Features Related Genes
Q Filter Features
@ &) Large forehead
SYNONYMS ) &) Mitral valve prolapse ®
Fragile X Syndrome, Marker X Syndrome, Martin-bell @ &) Hyperactivity
Syndrome, Mental Retardation, X-linked, Associated With Woe piocun B o _ -
(v) () Periventricular gray matter heterotopia @

Marxq28, X-linked Mental Retardation And Macroorchidism



Resources
These external links will open in a new window.

POSSUMweDb
OMIM
Orphanet

GeneReviews
GTR: Genetic &g Registry



Summary of Molecular Genetic Testing Used in FMR1-Related Disorders

Gene ! Test Method Pathogenic Variants Detected 2 Frequency by Test
Method >

PCR. CGG expansion in FMR] (allele s1zes in the normal and

lower premutation range) %

=09%
Targeted analysis ~ Southern blot. CGG expansion in FMR] (all repeat ranges);
for pathogenic methylation status 1.6
Vaslars AGG trinucleotide repeat genotyping. Number and position 5
: ; : 100% of alleles of
of AGG trinucleotide repeats that may interrupt the CGG : 7
7 this structure
repeats of FMRI
Lo Methylati 100% of alleles with

e Methylation of FMR] promoter region 8 R e i
analysis this modification
FISH Large (partial- or whole-gene) FMRI deletions <1%

Deletion/duplication

.0 Large (partial- or whole-gene) FMRI deletions/duplications  <1%
analvsis
S s -
equencelo FMRI sequence variants 3 <1%

analysis



PepaktupoBaHue reHoma

B nocnegHune roabl Kaxgad BTopasi HOBOCTb OO  OTKPbITUSIX B MUPE TEHETUKU
nocesweHa CRISPR-TexHonornsam.  3TOT MeTod pedakTUpoBaHUA reHoMa YydeHble
Ha3blBalOT OAHMM K3 Hambonee nepcrnekTuBHbiX. OgHAKO camble POMKME OOCTMKEHUS
cerogHs B obnactn CRISPR-TexHonornm — aeno pyk 3apybeXHbIX yYeHbIX.

B deBpane 2018 roga nosiBunacb Hagexga Ha YCKOPEeHHOe pacnpocTpaHeHue
nccnegoBaHuim 3Ton cuctemol 1 B Poccnn: npesnaeHTt Bnagummp INyTnH noctasun 3agady
B KpaTyaulume CpokM paspabortaTtb nporpaMmmy reHOMHbIX WCCrenoBaHuUM, NpochnyLuaB
aoknag o «npupoaonogobHomny» TexHonornn nameHenma reHoma CRISPR Ha Cosete no
Hayke 1 0bpa3oBaHUIO.

http://genetics-info.ru/novosti/230418-rucrispr.html K



PepaktupoBaHue reHoma

Poccuinckne ovonoru C NOMOLLbHO CUCTEMBI CRISP-Cas9
OTpeaakTupoBanun reHoM  HEeCKONbKMX  OMOPMOHOB, caenaB WX
yctonumebiMmn K BUY. 310 nepsbin B Poccun aKCnepuMeHT No co3gaHuto
ambpunoHoB, Hecywmx mMmyTtaumo B reHe CCRb5, kotopas onpegensier
YCTOMUYMBOCTb K 3apaXeHW BUPYCOM WMMYyHoOdedMuMTa 4YenoBeka.
[pynna yyeHbix n3 My, PHAMY wnm. H.U. Tnporosa n HMWL AI'T1 nm. B.
. KynakoBa onybnukoBana cBoe uccregoBaHue B XypHane «BecTHuk
PIMY».

http://genetics-info.ru/stati/231018-hiv.html K



PepaktupoBaHue reHoma

The Telegraph coobLiaeT 0 poXXaeHUW NepBbIX

AeTeli c oTpeaaKTUPOBAHHbIM FEHOMOM.
PeaakTupoBaHMe 6blJ10 NPON3BEAEHO Ha

cTagmm 3M6pMoHaNnbLHOro pasBuTuNa ansa
3anTbl AeBoyek-6s1im3HeloB ot BUY. 06 aTtom
3asiBUN yyeHbIn 13 KO)KHOro yHuBepcuTeTa
HayKu n TexHosornn B LLIs3HbYK3He X3
Li3AHbKYW.

WccneposaTtenb yTBepX4aeT, UTO OH
OTpeAaKTUpOoBana reHoOM 3apojbllleint A4ns 7 nap,
0OPATMBLLMXCA 3a NCKYCCTBEHHbIM
onjoLoTBOpeHVeM. bepeMeHHOCTU yAanoch
LOBUTBLCA B O4HOM C/yyae.







GENETICS

: O MpoexTe KoHdepeHumn n obyyeHue MonesHaa MHGopmauua
XONXEXD

KoHTakThl rowck Q

GTA CCT GC1
AAA CAC GTA

AGC TEE AAA
Mg LS
= | COTPYAHWYAEM C

CCA ATC CAA
| FACE2GENE

A ] ATl ATT Face2Gene 370 6eCrnaTHbIA MHCTPYMEHT AN CKPUHMHIA BaLUMX NaLMeHTos
Ha reHeTYecKye CUHAPOMBI. MolyyuTe KOA aKTUBALMM AN PErncTpaLmm
3/1eckb. 3anpoc Ha perucTpaumio no noute support@genetics-info.ru
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