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KapnoTtun - COBOKYNHOCTb NPU3HAKOB (YNCI0, pasMepsl,
doopma n T.4.) NnofnHOro Habopa XpoMoCcoMm, NpuUcyLlas
KrneTkam gaHHoro bmonormndeckoro smaa (sudosou
Kapuomuri), OaHHOro opraHnama (UHousuoyasibHbIU
Kapuomurn).

Uounorpamma - rpacpudeckoe nsobpaxeHme kapmortuna, To
eCTb, Habopa XpoOMOCOM MNpPW PaCronoXeHUN NX MO rpynnam
B 3aBMCUMOCTM OT (POPMbl U BENUYUHBI
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Mon, hopMUPYIOLLWIA raMETbI, OANHAKOBbIE MO NOMOBbIM XPOMOCOMAM,
Ha3blBaKT rOMOraMeTHbIM, @ HEOANHAKOBbIE — FETEPOramMeTHbIM.
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OnpepeneHuve nosay nuén.
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X N Y XpOMOCOMBI

X n Z-xpoMoCcoMbl KpynHble K 6oraTtble
reHamu, OHW NnoaBepP>KeHbl peEKOMONHaLUN
(nepepacnpeneneHne reHeTU4ecKoro
mMarepuana).

Xpomocombl Y nnn W menkue v cogepxat
Marioe KofmnyecTBO reHoB.

Y'Y (W)-xpomocom, NosiBUNTUC YHaCTKMU,
KOTOpble CTanu HenogBepXeHHbIMM
KPOCCUHIOBEpPY, T. €. B 3TUX YaCTUYKax He
nponcxoanTt obmeH (pekomMounHaums)
reHoB. Co BpeMeHeM 3TN y4HaCTKU
paclWwupAaAnnCb, Hakannnueanu Mytauum, 4To
NpuBesio K aereHepaumm u UHEPTHOCTU
XPOMOCOMbI B LIESTOM.



X 1Y XpOMOCOMbI




Y - Xpomocoma

Y My>X4MH B Y-XpOMOCOME HE TOJIBKO 3aJ10’K€Ha MporpaMmMa pa3BUTHUS
110J1a 0 MY>KCKOMY THITY Y 3apOblllia, HO 1 3a/1aHbl (PYHKIIMH PaOOTHI
AMYEK. Y B3POCIIBIX MY>KYHMH, OHA PYKOBOJIUT CUHTE30M CIIEPMBI U
CO3/IaHUEM CIIEPMATO30UI0B 3aJaHHON (DOPMBI — C TOJIOBKAMU U
XBOCTHKAMH, PYKOBOJUT PaO0OTOM YHIOKPHUHHBIX JKEJIE3, BBIACIISIONINX
IIOJIOBBIC TOPMOHBI, YIIPABJISCT JIMOUIO.




HacnegoBaHme nNpmaHakos,
cuernsieHHbIX C MNosfiom

[IpU3HaKU, reHbl KOTOPbIX
NMOKanNM3oBaHbI B MOJ0OBbIX
XpoMOocoMax, Ha3blBaKTCHA
\_Mpn3Hakamun, cuenmneHHbIMn1 C NMosrioMm. /

Ecnv npu3Hak cBsA3aH C
X-XpOMOCOMOU, TO Y
reTepo3nroTHoro nona (My»4mH) OH
byaeT NnpoABNATLCA AaXe B
peueccMBHOM COCTOSAHUMN.

XY XPy XPX-“ Xdxd




MelwedyHaAa gucTpoduAa JuoweHHa
MelwedyHaAa aucTpodduAa BEekkepa

HXPOHHUYECKaA rpaHynemMmaTozHan
BonNnesHe

BEonezHe Hoppwu |

CuaepobnacTtHaA aHemuA

CHHAOpOM AQpcKkora - CKoTTa l—[
MremonMTUdeckan aHemMuA

ArammarnobynuHemma |

CHHOporM KeHHe M

BonezHe NMenvueyca-hepybaxepa
CHHAOpOoM ANbBNopTa
BEonezHe ©abpwK

MMyHHaA HeQOCTATOYHOCTE

NMumdonponudpepaTMBEHBIA =
CHMHAOPOM
MyxoTa 1 ansEBMHKUEM

b

N N d T

IxTHO=
HexeaTka cynedaToe B cTEpOMAE NNAUEHTEI
CuvHAOpOomM KanemaHa

MNnodcgocharmA
MMNomMarHemma
MazHor aneBMHWU3 M
FPawenuHa ceTdaTkM

ApTepHaneHaA rMnonnazuma
MuyuueprH-KEMHaza geduuumT

AedbHMunT oOpHWUTHMHA

HeycToM4YMEaA NUMIMeHTayuua
CuHAOpomM BUckoTTa-ONngpuda
CuHOpom MeHkeca

HeuyyeECcTEMTENBEHOCTE aHApOreHa

HeeponatvAa Wapko-Mapu-Tyca
FPacwenneHuve HEBAa
CyaopoXXHaA napannerva

PRFPS nogarpa
CuHAOpom Jloy

CuHApomM Newa-HanxaHa
HPRT nogarpa

CHHAOPpOM XaHTa
Mremodpunua B

MNremodpunua A

HPOHHUYECKAA N’eMofMTHUYecKanA aHemMuA
MaHWakaneHo-genpeccueHoe zaboneeaHue
OcnenneHve APEKMMK LEEeTamMM
AnpeHonerkoguctTpodua
AopeHoMMEeNoOHeBEpOMNaTHMA

MyCcKyNeHaA aucTpodKrA

HecaxapHeli guabeT




Y- Xxpomocoma 4enoBeka ABNAETCA HAaMMEHbLUEeN No pasmepy 13 24 XpOMOCOM Ye10BeKa U

copgeput okono 2-3% AAIHK rananongHoro reHoma.

B Y-xpomocome BblLeNnaT HECKONBKO obnacren:
-ncesgoayrocomuble obnactu (PARs) ;

- 3yXPOMaTUHOBYI0 061acTb KopoTKoro naeya (Ypll);
-3YyXPOMATUHOBYK 061aCTb NPOKCMMANbHOM YaCTU 4/IMHHOTO
nneua(Yq 11);

-reTepoXpomMaTUHOBYHO 061aCTb AUCTAIbHON HYaCTU ANUHHOTO
nneuya (Yql2);

-061acTb NPULLEHTPOMEPHOTO reTepoxXpomaTumHa.

MNpu aHanuse Y-XpomMoCOMbl BbIACHUNOCH, YTO MMMNOTETUYECKUA
dakTop, oTBeuaWmi 3a popmupoBaHMe NONA, CyLLEeCTBYeT B
AeNCcTBUTEeNbHOCTN-3TO reH SRY/Sry (sex region of Y-chromosome),

NOKann3oss " "= ¥ g pPOMOCOMBDI.

PAR

- SRY

~ Euchromatin

Centromere
- Euchromatin
INRY

~ Heterochromatin
PAR
Human Y Chromosome



Poantenn

X - cBA3aHHbDbIE MNeHbl
HopManbHbIM annenb ——

[edekTHblin annenb

xXE " X ¥
HopmMa - HocuTenb HopmMa

BeposiTHoe noToMCTBO

X X X X

-y X Y
Hopma HopmMma - HocuTenb HopmMa boneH
| | | | J

|
HacneaytoT annenv ot oboux poautenew, HacneaytoT annenu ToNbKo OT Marepw,
peueccrBHbIM MPU3HaK 3aMackmpoBaH NpV3HaK He MoXeT OblTb 3aMacKMpoBaH

(HocuTenb)



OcobeHHOCTH Nepeaayn AOMUHAHTHbIX
O6one3Hemn, cuenneHHbIX ¢ X - XPpOMOCOMOM:

1.[lepegaya naTonorm4yeckoro reHa
MPONCXOANT OT OTLLIa A0YEpPU, BCE O0YEPM
6osbHOro otua oyayT 60nbHBIMM.

2.50onbHbIE XXEHLUHbI MOTYT nNepegaBaTb
NaToONOrM4yeCcKUn reH Kak godepam, Tak u
CbIHOBbSIM.

3.Ecnu matb roMmo3mnroTHa no gaHHOMYy
NPU3HaKy, TO BCe MNOTOMCTBO OyaeT OOSIbHbIM,
eclin reTepo3nrotTHa — 0onbHbIMU ByayT 50%



OcobeHHOCTU Nepenavn donesHen, cuensieHHbIX CY —
XPOMOCOMOMN:

OTUOBCKUN U roNaHaPUHECKNN TUT
HacregoBaHud, 00yCroBEHHbIN
NPUCYTCTBMEM MyTaLUWN B reHax Y-
XPOMOCOMbI HAbMaaeTca peako, Tak Kak Y-
XpOMOCOMa HECET CPaBHUTENBHO Maro
reHOB.

boneloT n nepenatoT 4epes Y-XpoOMOCOMY
cBOe 3aboneBaHue CbIHOBbAM TONbKO

RAN/A\NL/LIIALIL ]



Buramun D-pe3ucrenTHbId paxuT (pochar-anader; ceMenHbIN
runodocharemuuyeckuii paxur; cuHapom Onodopaira — bartiepa —
baromoepra). [IposiBiisieTcs y neteit B 1-2 roja, HO MOXET HayaTbCs B Oosee
cTapiieM Bo3pacte. OCHOBHBIMH IIPOSIBIICHUSMH OOJIE3HU CIYKAT 3a7eprKKa pocTa U
BBIpaKEHHBIE ITpOorpeccupyronue aeopmMannu ckeaera, 0COOEHHO HUKHUX
KOHEYHOCTEH, 4YTO COMPOBOXKIACTCA HAPYIIEHUEM MOXO0/IKK pedeHka ("'yTuHast
noxojika'"); 3HaUUTeNIbHasA 00JIE3HEHHOCTb KOCTEH M MBIIIII], HEPEAKO MbIIIICUHAs
TUIIOTOHMS; COXPAHHOCTh MHTEJIJIEKTa Y OOJIBHBIX JIETEH.




Cunapom Perra: yactora 1 Ha 10-15 ThIC. HOBOPOXKAECHHBIX AeBOYEK. [ LITOIBI
MYKCKOTO I0J1a 3IMMUHUPYIOT BO II TpumecTpe 6epemenHocTu matepu. IlpumepHo
1o 1 roma-1,5 net pedbeHOK HUYEM HE OTJIMYAETCA OT CBOMX CBEPCTHUKOB. B
JAIIbHEUIIIEM OTMEYAETCS MPOTPECCUPYIOIIAs 3aE€PHKKA YMCTBEHHOTO Pa3BUTHS
BIUIOTh JIO CTENEHU UIMOTHUH, HAPYIIEHUE MMOXOAKHU, SMUICTITU()OPMHBIE
napokcu3mMbl. Ha (hoHe moTepu CriocOOHOCTH K IEeJICHANPAaBICHHBIM ABUKEHUSAM PYK
MOSIBJISIFOTCSI CTEPEOTUITHBIE ABTOMATU3MbI TUIIA «YMBIBAHUSA PYK», KOTOPBIE
HaO0JII0at0TCs BO BpeMs 00ipcTBOBaHuUs. JledeHne He pa3paboTaHo.




TI'emoduiun A u B. B ocHOBe pa3Butusi remoduinnu A jiekat MyTallu T'eHa,
OTBETCTBEHHOTO 3a cuHTe3 VIII akTopa cBEpTHIBAEMOCTH KPOBH, a IPU TeMODIITNN
B nedextHbiM okasbiBaeTcs X akrop cBeprhiBaeMocTH KpoBu. O0a rena
JOKaJIN30BaHbBI B JUIMHHOM ILIeUe X- XpOMOCOMBI. MI3BECTHO, UTO MTpU reMOPuiInu
HaOII0aeTCsl HApYIIIEHUE CBEPTHIBAEMOCTH KPOBH, U CaMbI€ HE3HAYUTEIIbHBIC
MOPE3bl MOTYT MPUBECTU OOJILHOTO 0€3 CIEeIUaIbHON TeMaTOIOrHYECKOM OMOIIIH K
JETAIIbHOMY UCXOAY. Y KCHIIMH-HOCUTEJIbHUIl T€Ha reMO(MUIIUU B OTACIbHBIX
cily4yasx HaOII0AaeTCa CKJIOHHOCTh K KPOBOTEUEHUSIM, UTO BhIPAKaeTCs B OOMIIBHBIX
MECAYHBIX U JUIUTEIIBHBIX KPOBOTCUECHUSAX BO BPEMS POIOB.




3A0pOoBLIA XeHuwuHa — HoCUTeNnbHUUA
MYXX4UHA reHa remopunni

" R
¢

"i‘. .

=
3aoopoeas XeHwmHa — HocuTenb-  3A0pPOBLINA MyxurHa, 60onbHONK
XEeHWMHA HUUA reHa remModpunium MY>K4YMHA remodpunuen

— X-XpOMOCOMA C HOPMANbHbLIM
reHoM CBEepTLIBaeMOCTU KPOBW

— X-XpOMOCOMA C reHOM,
NPpUBOAALLIAM K remopunmnn




X-cuenrieHHoe peLiecuBHOE
HacreaoBaHUe Ha npuMmepe reMohUunumn
(HapyLleHUe CBepTLIBaHUSA KPOBMU).

3BecTHbIN BCEMY MUPY NPUMEP: HOCUTENL reMounuu
koponesa Bukropus 6bina retepo3vurotTHOM U nepeaana
MYTaHTHbLIW reH CbiHy Jleononbay U AByM AoYepsM. J1a
Bone3Hb NPOHMKNA B psig KOPONEBCKUX AOMOB EBpOnbI U1

nonana B Poccuio. |

Kopaneea Mmoo e
mma‘--u Merupma « HocHTeNs
Sl B 35 B
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Muoaucrpodus dromenna — bekkepa. boiasHbie Muoauctpodueii ¢ popmoit
J{roreHHa 10 pepTUIBHOTO BO3pacTa WM HE JIOKUBAOT, UM M3-3a TSHKECTH
COCTOSIHUS HECIIOCOOHBI K BOCIIPOM3BOACTBY MoToMcTBa. [Ipu dpopme /romeHHa
3a00JieBaHME MaHU(DECTUPYET B CPEIHEM B Bo3pacte 2-5 jieT. O1HUM U3
XapaKTEePHBIX MPU3HAKOB 3a00JIeBaHUs SIBIICTCS (DOPMUPOBAHUE
MICEBAOTUIIEPTPODUI HKPOHOKHBIX MBIIIIL rojieHel. [Iporuos s Ku3Hu
HeOnaronpusaTHBIN (morudaroT B Bo3pacte 10 20-25 ner). IIpu popme bekkepa
0oJ1e3Hh MaHU(DECTUPYET B Bo3pacTe O0JbHBIX OT 5 10 40 JeT U MPOrHO3 IS )KU3HU
OaronpusATHBIN. MHTEIIEKT y 3TUX OOJIbHBIX TOCTATOYHBIN JIJISI CEMEMHOM KU3HH,
MOTYT UMETH JIETEM.

®opma [oweHHa

MblWeYHanA MNOTOHKA MNceggorunepToP ua UKPOHONMBIX  CHICKRHME MHTENNeKTa
MBI L

m ‘
Qopma Nangyan-Hepenuna Odranbmonnersyeckaa  AucrancHaa dopma
dopma




JaJbTOHU3M, YACTUYHAA IBETOBAA CJIENOTA - OJIMH W3 BUJOB HAPYILICHUS
IIBETOBOI'0 3pEHUS. DTO 3a00JI€BaHNE BIIEPBbIC ONKUCAHO B 1794r.
JaneroHn3Mm BcTpeuaercsa y 8% MyxuuH Uy 0,5% >KEHIIHH.

02°.0:050
oq'..O..Lo..Q
oSt eeeies,
i ace eRseStce.
,...-..‘...b.... ...-‘... S @O
20:0:030: ..'.:.3...,.1...0.-.
. @ Q ° 2@




' —————— e — —~——

I
\
P '[
HocUTENBHULA !«'
BanbTOHM3Ma
" 'l
D 'D 'D ol : :
X X X X X°y XN

3A0POBas HOCUTE IbHKLIE 3ACPOEbLIN Aa/TbTOHMK



MXxTno3bl - rpynna
HacnenCTBEHHbIX
3aboneBaHun,
XapaktepusyroLiagd
c4q
reHepann3oBaHHbI
M HapyLLUeHneMm
npoLleccoB
OPOroBEHMUS.
Obwwme
KNMUHU4YecKkne




CoBepiIeHHO 0€300MIHbIN
IIPU3HBIK, OSIBIICHUE
KOTOPOTO MOKET ObIThH
CBA3aHO C Y —
XPOMOCOMOM.




3HaueHNe TeHEeTUKHU I CeJJeKIMHU U MeIUIUHBI

1961 — 1967 — Mapwian Hupenoepe, Xeum Kopana, Pooepm
Xonnu, Cuonu bpennep, @pencuc Kpuk — pacuiughposxa
2eHemuueckoz20 kooa. Ona 00vaACHUNA, KAKUM 00pa30m A3bIK
JTHK nepegooumcsa Ha A3blK MOJ1EK)1 DeKa.

1970 2. - I'amunvmon Cmum — BbIJICIICHA NIEPBAsI PECTPUKTA3a (PACILIMUIIIEHUE
onpenenaeHHou nociuenoareabHoctu JTHK).

1972 — 73 — Cmenau Kosn u Pooepm boiiep — pexomOounantasie JIHK (3170 Monekyisl,
oOpa3oBaHHbBIC TA0OOPATOPHBIMU METOAAMHU T€HETUYECKOW pEeKOMOMHAIIUU IS
00BbEIMHEHUSI TEHETUYECKOTO MaTepralia U3 MHOXKECTBA UCTOUHUKOB).

1973 — Annu Yanze u Cmenau Kosn - pexomOunantaas JJHK mMoxeT coxpanstes u
permmipoBarbes B E. coli.

1977 2. - @ped Canzep , IHK — cexBeHnpoBanue (OnpeaesieHre HyKIeoTUTHON
MOCIE0BATEIBLHOCTH).

1978 2. - Cunmes comamocmamuna 4eiogeka (20pPMOH)C VCTI0Ib30BAHUEM TEXHOJIOTUN
pekomOunanTHoi JIHK.
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FeHeTUYecKun Koa

Bropoe ocroBanme

ITepsoe Tperse
OCHOBaHHE Y(A) () A(T) () OCHOBaHMe
Y(A) Den Cep Tup IMuc Y(A)

Der Cep Tup Iuc I(T)
Jleik Cep — — A(T)
Jleit Cep — Tpu T'(IT)
(I Jleit IIpo T'uc Apr Y(A)
Jleit IIpo T'uc Apr IYT)
Jleir IIpo T Apr A(T)
Jleit IIpo Tnu Apr T'(11)
A(T) Une Tpe AcH Cep Y(A)
Une Tpe Acu Cep I(T)
Une Tpe JIus Apr A(T)
Mer Tpe Jlug Apr (1)
T'(IT) Banx Ana Acno Tin Y(A)
Ban Ana Acn T 1)
Bauxn Ana Ty Tan A(T)
Ban Aua Ty Tnn I'(1D)

CuHTes benka

» TpaHCnauns

UndopmauvonHas PHK 4 Pu6ocoma

AMuUHOKUCNOTa -~




3HaueHNe FreHeTUKH AJIA CeJIeKIIMU U MeIUIUHBI

Pacwugpoeke ceHemu4yeckozo koda [IHK yenoeeka,

nony4qusweao HazeaHue HUGO (Human Genome Organization).
1990 — 2003 r.

- 220 y4YeHbIX U3 pasHbIX CTPaH, B TOM YUCIIE U NATbL COBETCKNX BMONOros
(nog pykoBoacTteoM [xenmca YoTcoHa nog armgon HaunoHanbHoW
opraHusauun 3gpaBsooxpaHeHuns CLUA);

- B Poccun cobectBeHHada nporpamma «l'eHoM yenoseka» (pykosoauTesb A.
A. baeB);

- B 2000 r. BbInyLweH pabovnn YepHOBUK CTPYKTYPbI reHOMa,;

- B 2003 r. - NOMHLIN reHoM.

33




1.l'eHHasa nHXxeHepua — co3gaHne rmbpuaHbIXx,
pekoMOnHaHTHbIX Monekyn AHK, nytem
BblaeneHuns reHa n3 [1IHK ogHoro opraHmama u
nepeHeceHuns ero B [1HK gpyroro opraHmama.




NHCTpyMeHTamMn reHHOW NHXXEeHepUU ABNATCA epPMEHTbI- PeCTPUKTa3bI
(paspesatowme monekyny OHK) n nurasel (cumsatrowme monekyny OHK).

B kayecTtBe BEKTOPOB-NepeHOCHNKOB UCMNOJ1b3YHOTCA BUPYCHI.

e —— —— e e X . W e
A N S RN Al i r i i e A2 R . S < .
5

k |
3 4
&

. AHK4enoseka BuipesaHHbIA reH, i MNocpencreom
. paspezaior orpeaensioumii ; cLIMBaOUMX
| € NOMOWLIO CUHTE3 ¢ depmMmeHTOoB
. depmeHTOB uHTepdepoHa S reH Yyenoseka
g BCTPanBaeTcs

o : B 6GakTepuanbHyIo

AHK

W3 Gakrepun nasnekaior
konsuesyro JHK
(nnaamuny)

U TaKXkKe paspe3aalor ee . < /
C NoMoulbio pepmMeHToB

PexoHcTpymposBaHHas
nnasmnaa BHOBbL
grioHaeTcs

B GakTepuvanbHyro
KNeTKky

~N—

Baxkrtepus HauvHaeT B N
CUHTeanpoBars, GeNoK— i 0

« Yenopgeyeckni -/ )
nHTEepdEepOH»




Cl”lOMOM/(bIO 2CHHOU UHJICEHepuu CO30aHbl:

1. IIITamMMBI KHIIIEYHBIX ITAJI0YEK, B TCHOM KOTOPBIX BCTPOCHBI
T'€HbI YEJI0BEUECKOr0 MHCYJIMHA (IS JICUEHUS CaXapHOTO
nuadera), uatepdepoHa (IIPOTUBOBUPYCHBIN Mpemapar),

COMAaTOTPOIIMHA (TOPMOH POCTa);

2. Bakuunsl npotus renatuta B; nuxopaaku D00m1a u
KOpOHaBHUpPYCA.

3. AxtuBarop npodguoOpuHoIn3UHa (IPOTUBOCBEPTHIBAOIIUMA
npenapar);

4. HuTepnerkuH — 2 (MMMYHOMOIYJISTOD).



BakuunHbl Ha ocHoBe BekTopa n MPHK
BaKLUWHBbI.

AHK-BAKUMHA PHK-BAKUMHA

SARS-COV-2
f 1 I 1
3nexTponopayus Spike-ren
KopoHasupyca
/
«WAM» | AHK i
cocTouT :
M3 S-BEJIKA
ok -
..... Bonee KTUBHO

A 2N NPOHNKATL B KAETKM

i 1 FTEH, KOQUPYIOWMNA monexynam JHK nomoraer N

I 1 S_.BENOK 3/1eKTponopauus, | \ [ /:‘ X Benkn

1 1 6naronaps koTopo# \ / v\(’ ~ KopoHasmpyca

1 1 B K/IETOYHOH \ / | 4/

: : MemMbpare obpasyiotca A\ <.// v

Menikue nopsl ) - =
Y 4 W Ird <\ e .
|/ \I R " - / \"4/ . UMMyHHBIH
Knetounas ; % TN ( oTBer
obonoyka ] » / L) -\\\
) I
Curres 'f . / /
BUPYCHBIX {
benkos g |
) ‘ &
Slapo ”'JM A AHTUreHnpeseHTUpyoLLas
- Kknetka (AK)
== % — 5}
MPHK A
AQEHOBUPYCHBbIN ALEHOBUPYCHbIN ©onature
BEKTOP 1 BEKTOP 2

AD26-S AD5-S



nonyqenue rCeHHO-MHXEHEPHOIro MHCYJIUHA

OHK

BBefeHUe PeKOMGUHAHTHON
Knetka nomkeny.qoquou AHK B kneTky 6akTepun FeHHO-MOANKULMPOBAHHASR

Xenesbl YenoBeka GakTepus
MeH, Konupyroumu
CUHTEe3 UHCYNMHA
PekombGuHaHTHas OHK,

cogepxalwasa reH MHCyJnuH a

/
C

BbipesaHue y4acTka
AHK 5aKTepHM nnasmuaHon OHK

MnasMugHas
OHK

BakTtepus WNHCYnNuUH 4YenoBeka

WHcynuH
yerioBeka

BKCTPaKUUA U
O4MCTKA MHCYNUHA

MO pasMHOXarTCH
¥ Bbipa6aTkiBaloT
MHCYNWUH YeNoBeKa

EMKOCTB



flopoBuTasa Kanycrta

UTOObl YMEHbLUNTL NCNOMNb30BaHME NeCTULMOOB U NpU
9TOM He gaBaTb ryceHuuam nopTuTb YpoXKau, ydeHble
BblOENNNN reH U3 XBoCTa CKOpPrmMoHa, KogupyroLum
BbipaboTKy siaa n seenu ero B AHK kanycThbl.

[ns nopen atoTt g0 6e3BpeneH.




[MNneTywmne nayTUHy KO3bl

iccnegoBaTenu BrIOXUNKW reH KapKkacHOW HUTKU NayTUHbI B
[OHK ko3bl Taknum obpasom, 4ToObI XKUBOTHOE CTano
NPOn3BOANTb NAYTUHHLIN DENOK TOSNIbKO B CBOEM MOJSIOKE. OTO
«LLUESTIKOBOE MOJIOKO» 3aTEM MOXXHO UCMOSb30BaTh A1

Npon3BOACTBa NayTUHHOINO MaTepuana nog HasBsaHUem
«bunocTtanby.




<. b 00J1aCTU KNNeTo4YHOU NHXeHepUuu

KiteTounasn HHKCHEPHUS — 3TO METOA KOHCTPYHUPOBAHUSA KJICTOK HOBOI'O THUIIA HA

OCHOBC HUX
1.KynbTMBMpoBaHus- 2. ['mbpuamsaumm — 3. PexoHCTpykuUmn —
cnnsaHne OByx cosgaHune
BbIpaLLMBAHNE kNETOK Pa3NNYHbIX KNETOK C XXN3HEecnocobHom
M TKaHeil Ha obpasoBaHuem KNEeTKN 13
rmépuaHoOn KNeTkn
nMTaTenbHOW é) A o ) OTAETBHBIX
(rMBpnaoMbI) cdbparmMeHToB
cpene (co3aaHue KynbsTyp rmépuabl Mexay

Pa3JIN4HbIX KIETOK
onyxonesbiMU

KIeTkamMu YerioBeka u
KpaCHbIMW KPOBSIHbIMM
TenbLamMu KypuLbl

KNEeToK, KINeTo4Had Tepanvm)




3. B 00J1acTH OMOTEXHOJIOIruH.
buorexHoJgorus

-3T0 MPOU3BOACTBO NMPOAYKTOB U MATEPHUAJIOB , HEOOXOAMMBIX /1l
YyeJI0BeKAa ¢ MOMOIIbI0 0MOJIOTHYeCKHUX 00beKTOB (BHPYCOB,
OaKkTepuii, MPOCTEHINHUX, IPOKKEBBIX TPHOKOB).

B cepenune 20 Beka ¢ MCIIOJIb30BAHUEM UHIYUMPOBAHHOIO
MyTareHe3a ObLJIH MOJY4YeHbI:

- AaHTHOMOTHKH (¢ MOMOIILI0O MUKPOOOB, IJIECHEBBLIX TPU0OB);
- (pepMeHT aMHJIA3A — C IOMOIIbI0 CEHHOM MAJIOUKH;
- aMHUHOKHCJIOTHI — C IOMOIIBI0 KHIIIEYHOH MAJI0YKH;
- MOJIOYHAS KHCJI0TA — ¢ IOMOIIBI0 MOJIOYHO-KHUCJIBIX 0aKTepHii;
- IUMOHHAsI KHCJIOTA — C IOMOIIbI0 ACTIEPTrUJIJIOBOM ILJIeCEeHH;

- BATAMHUHBI Ipynnbl B — ¢ moMOIIBIO IPOKKEH.



4. JlocTH)KEeHUA TeHeTUKH B TUMATHOCTHKE H
NPO(PUIAKTHKE HACTEACTBEHHbIX 3200/ 1€ BAHUH.

1. baarogapsi MaccoBOMY CKPUHHUHI'Y HOBOPOK/I€HHBIX B POAJI0MAaX
BO3MOKHO paHHee BbIIBJIEHHE U CBOEBPEMEHHOE JIeYeHH e

(peHMJIKETOHYPHUHU M BPOKICHHOI0 THIIOTHPE03A.

2. biaarogaps nosiBJIeHHIO TAKMX MeTOA0B Kak: Y3U, aMHHOLeHTe3,
Ouorncust XopuoHa, kopaouenrtes, IHK-1uarnocrukmu,
onpeaesaeHue ajab@a-GeTonporenHa 1 XOPUOrOHUHA BO3MOKHA
PAHHSASA NPEHATAJbHAS IHATHOCTHKA HACJIEACTBEHHBIX

3200J1eBAHMI U BPOXK/I€HHbBIX IOPOKOB PA3BUTHSI.



Poccus

-C 2006 r. B Lenax paHHEro BbISIBIIEHUSI, CBOEBPEMEHHOIO NIe4YeHUs, NPOPUNAKTUKN
WHBaNMOHOCTUN U Pas3BUTUSA TAXKENbIX KNMHUYECKUX NOCIEACTBUN peannsyeTcd
rnpozpaMmma Maccoeo20 obcsiedogaHusi HOBOPOXOeHHbIxdemel (dasiee —
HeoHamaJsibHbIUCKPUHUH2) Ha NATb HacneacTBeHHbIx3abonesaHnn: 3a BeECb nNepuoa
BblABNEHO 6onee 14 TbicsY CryyYaeB BbllLenepeyncrieHHbIx 3abonesaHmm ns 20
MWNJIMOHOB 0OCNEeOBaHHbIX.

- B 2019 r. oxBaT HOBOPOXAEHHbIX HEOHATarNbHbIM CKPMHUHIOM cocTaBunbonee 95%:

- 3a 10 neTt KONNMYeCTBO AETEN-UHBANMOOB C BPOXAEHHLIMU aHOMAaNTUAMN U
HacneacTBeHHbIMM 3aboneBaHnsaAMU cHM3MNocb Ha 30%.

- B 2019 1. bonee 88% B P® 1 97% B CBepasioBckon obrnactn 6epeMeHHbIX OXBayeHbl
KOMMJIEKCHbIM UCCNeaoBaHNEM.

- MnageH4yeckas cmepTHOCTL B 2019 I. OT BpOXXAEHHbIX aHOManmn cHmsunacos 3a 2019

r. Ha 9,6% no cpaBHeHuto ¢ 2018 n B 2 pasa no cpaBHeHuto ¢ 2007 (Ha4arno
BHeApEeHMs1 HOBOIrO anropmMtma KOMMIEKCHOro NpeHaTanbHOro UCCriegoBaHuns).
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JlocTHKeHUsI MEeAUIMHCKON ITeHEeTHKH.

MeduuuHa 6ydyweeo — amo eeHomepanus:. HeoBackynreH (2011r.)- nepBbii POCCUICKNN
reHHoTepaneBTUYECKMIA Npenapar.

= {l o
et (I — Crapua 0 Crapmua 1 Crapma 2 Crapma 3 Crapus 4 Crapua 5
o be3 oTKpbITOro MoBepxHoCTHBIE rny6okue AbGcuecc FaHrpexa raHrpexa Bcei

ouara f3Bbl f3Bbl ocTeoMUenuT cTonbl CTONbI

W, (&
@




TV Camblii 1oporoii npenepar B Mupe

L,
<
€ CnuHanbHO MblweqHaﬂvampocbun (CMA) -
CMepTeribHO OnacHoe HerpoaereHepaTuBHoe
. 3aboneBaHue, B npoLecce pasBUTUSA KOTOPOro y
| nauveHTa NPoOMCXOAWT NocTeneHHast aTpodust
- CKeneTHou myckynaTypsbl. B pesynesraTte yenosek
( f TepseT Unu Tak 1 He npruobpeTaeT cnocobHOCTH
}\ XOAUTb, CAMOCTOATENbHO CTOATb, CMAETL 6e3

NOAAEPXKKN.

CMA BO3HMKaeT 13-3a noTepu yyacTka
XPOMOCOMbI NN TOYEYHOW MyTauun reHa
SMN1, pacnofnoXeHHOro B NSATON
Xpomocome. B pesynbsrate aToro
HapyliaeTtcs cuHte3d SMN-6enka, HegocTaTok
KOTOPOro NpMBOAUT K rmbenn MOTOPHbIX
HEWpPOHOB N aTpounn CKeNneTHon
MYCKynaTypbl.
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CnunHpa3sa

- MNpumensietca ¢ 2016 r. B CLUA, a 3atem B EBpone.

-C 2019 r. OgobpeH B PP

- Nos3sonsier CyweCTBEHHO yBEIMMYNUTb NpPoayKUMIO

nonHoueHHoro SMN-6enka, 4To BeaerT K
CrMa)kMBaHUO CUMNTOMOB 3aboneBaHus.

- CTOMMOCTb neveHus npesBbllLaeT

4 MnH. Aonnapos.

Il
iy =
C64q06,058,

(2.4 m ol ) 1
e 5"".’329 only i by Inraz 4
lsr:frathe‘a xO" l Singrsen)! f
b 9/5 mL (Z")J

| "y
100052 ‘g':,omo" trathecal U
1597 yus”
pisc?
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«3onzencma» (komnanus Hosapmuc).

[lenctemne HanpaBneHo Ha reH
SMN1, KoTOpbIN 3amMeLlaeTcsd
dyHKLMOHATbHO NOMHOLEHHbIM
reHOM: npenapaT CoaepXuT
dYHKLMOHANbHO NOMHOLEHHbIN reH
SMN1, KOTOpbIN HAXOAUTCHA BHYTPU
BeKTopa.

AN
ffolgensmaﬁa

(onasemnogene
abeparvovec-xioi)

suspension for intravenous infusion

YcnoBHasi cxema MexaHuama cosgaHus BEKTOpa

DNA of the vector
Virus is
removed

TpebyeTca Bcero ogHa UHQy3us npenapara
«3onreHcMa» B TEYEHUNE XKU3HW.

OTctoga U CTOMMOCTb «30STTEHCMbI»

2 125 000 ponn. CLUA.
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Pe3yibTarbl HCHILITAHUA “30JreHcma”

- 36 nauymeHToB ¢ CMA | Tuna B Bo3pacTte o1 0,5 0o 7,2 mecsiueB (Tpoe Nonyvnnn HU3KYy 4o3y
npenapaTa, a 33 — BbICOKY0).

- 31 naumeHT Ha MOMeHT ofobpeHusa (4-28 mec. nocne Hayana Tepanun) He HyXxaancs B NOCTOSIHHOM
BEHTUNALUN NETKUX.

- 19 naymeHTOoB, NOMYYMBLUNX BLICOKYHO A03Y, ObIfi CNOCO6HbI cuaeTb 6e3 nogaepxkm (6e3 neyeHus B
XXMBbIX K 3TOMY MOMEHTY OCTanocb 6bl NpuMepHO 8-9 NnaumeHToB, U CMAETb HE MOr Obl HUKTO).

-Ha ceHTa6pb 2019 roga, makcMmanbHbIN CPOK HabnoaeHus 3a naumMeHTammu coctasun 4,6 ner,
HEKOTOpbIE N3 HUX HAYMHAKT CAMOCTOSATENbHO CTOATb U XOAUTb.

CaMbIMH BIECUATIISIONIMMHE U3 BCEX UCTOPHIA MAIIUEHTOB, SBISIOTCS
ncropun Marreo Anmeinbl 1 OBenuH Buiibepeans. O6a peGeHka
OBUTH TIPOIMATHOCTUPOBAHBI OYEHB PAHO U MOTYyYMIN «30JITCHCMY»
Ha BTOpOM Mecsite xxu3Hu. O0a pedeHKa aOCOTIOTHO 37J0POBBI, OHU
XOIAT U OeraroT, pa3roBapuBalOT, MHOTO U pa3HOOOpa3HO ABUTAIOTCS,
HE UCTBITHIBAIOT MIPOOJIEM C JIbIXaHUEM U IJIOTAHUEM.

Ha ¢oto OBenun Bunbepeans co cBOUMH poAUTENISIMU
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