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Frecuencias alélicas

B Dominantes B heterocigotos recesivos

—Lineal (Dominantes) === Lineal (heterocigotos) — -Lineal (recesivos)

Rev. Facultad de Ciencias Médicas, UCE. 2000; 25(2):23-26
EDUCA - https://www.facebook.com/EducaTele/videos/1383376915184229/



https://www.facebook.com/EducaTele/videos/1383376915184229/?__cft__[0]=AZVs_d0FkZ5Pvzne5M7WVZ8p3dHimRzy9PMWUCppMfL6O8k85WRyMfu3z4MLSoW4h28NhodWF--RwVeeNGiu1DSq19gKiA3GsMbvCOLueNWeSKcgaorrRuUc56jrdfPBba7HlqlXIBjfSsQrhGlE0R_dDGMDRk8zw8gGlEWvfTaMdA6tANQZfPHKGc5gZz4xCeA&__tn__=-UK-R
http://www.yosvic.com/giambertone/extensiones/mechones-rizado_.jpg
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Tipos de sabores

Taste pore

Circumvallate
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Genes determinantes de la percepcion de los sabores ecuatorianos
En: El sabor de mi Ecuador, 22-24 (2013)
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Cromosomas humanos
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Lam Qua, 1801-1860



60'-0

@
‘& Ciclo celular

NUCLEO DE QUITO

Conjunto ordenado de sucesos que conducen al
crecimiento de la célula y la division en dos células hijas.

_dsughter cells

1 CELL GROWTH
3 CELL AND CHROMOSOME
DIVISION REPLICATION

crLL

CYCLE Reproduccion
celular:
*Duplicacion de
contenido

2 CHROMOSOME Division
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G2/M checkpoint

\ 4

Cell
grows,
doubles
in size

Chromosome
duplication >
G1/S

checkpoint
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Son mecanismos moleculares que verifican que se cumplen las condiciones necesarias
para permitir el paso de una fase del ciclo celular a otra.

N D VRN |

S oy CHEOKPONT |/ 58

Vista al este
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Genes asociados a cancer controlan estos checkpoints:

Genes supresores de tumor reducen la tasa de division celular

Proto-oncogenes aumentan la division celular P B
Oncogenes /'  Genes Supresores

Genes reparacion

Genes de apoptosis

Genes de
Reparacion
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Raspado
bucal, saliva

Tumor
fresco o
parafina

Sangre periférica) F Médula 6sea
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Resolucion

Citogenética convencional

Hibridacién in situ fluorescente (FISH)

t(4;14)(p16;932)

def(14)




Porcentaje de ADN en cabeza

NUCLEO DE aUITo Porcentaje de ADN en cola

ADN no danado Longitud de cola

Momento de cola = longitud de cola / porcentaje de ADN en cola

modificado de Paz y Mifio et al., Ann NY Acad Sci. 2008; 1140, 121-8
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012
500K SNP GeneChip ' '

Mapping arrays

Resolucidon Submegabase

oncogenes

- i -
tumourf U U

suppressor
genes
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Rearreglos cromosomicos y moleculares:

fusion transcript

Translocaciones cromosomicas & mutaciones:

Protoncogen :> Oncogen


http://www.google.com.ec/url?sa=i&rct=j&q=&esrc=s&frm=1&source=images&cd=&cad=rja&uact=8&ved=0CAcQjRxqFQoTCIzYmqWcu8gCFc6yHgodTbsN0Q&url=http://ylang-ylang.uninorte.edu.co:8080/objetos/medicina/ToxicologiaDelSistemaHomatopoyetico/&psig=AFQjCNFGWsB3-yb9HMSSumujck2iDORkNA&ust=1444680460524976
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Cromosoma Philadelphia (Ph) es marcador
para LMCy para LLA

g
F—i';;’;b—i
~ ]

¥

1(9:22)(q34;q11.2)
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gen quimérico
BCR/ABL
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BCR

c-ABL

CROMOSOMA 22

LLA LMC
s 1~ -'-m“—m_.'mbl b2 b3 b4 b
| T |
m-hcr M-ber

7 BN bw}

b2 jl b3 i a2 j{a3 | b3/a2
— -
Is’ 400-267ph 3’

[a2lfasly/777 ) el/a2 —> P10
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Frecuencia mundial B Frecuencia en Ecuador

95% 55%

CML
Enzyme

15 NOC

Gleevec?
(imatinib mesylate)
Tablets

1 00 P Rx only

Each tadlet contains 100 mg
of imatinib froe base

90 Tablets

B

Cancer Genet Cytogenet. 2002; 132, 65-67; Leukemia Lymphoma. 2003; 44, 375-376
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Cehiromara 934 region Taelomera Centromera 22q11.2 ragion Telomara
Breakpoint
i - o ]
T g & § M-ber region
1B + 1a 2 4 B & 1 o m-berregion 3 fal 12 3\11 5
sl ST NN O SR W WD NNER —-
|
o 300kp —————» o ~300 kb i~
LSI ABL LSl BCR

LS| BCR/ABL Dual Color,
Dual Fusion Translocation Probe

10% del(9g34) = pacientes
refractarios a Glivec™

AEHH (2003)
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100 mutaciones

Leukemia Res. 2014; 38, 10-20
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Normal

#7



NUCLEO DE QUITO MA mAML (17.41%)

B ALL (30.67%)

wMm
m MDS (4.09%)
pcL_ \FA[HL m MPD (1.27%)
 CML (23%)
m PV (0.37%)

W ET (1.53%)

B CLL (2.53%)
® HCL (0.24%)
m MGUS (0.1%)
u MM (4.02%)
® PCL (0.05%)

WM (0.02%)
MA (0.34%)
FA (0.12%)
HL (1.95%)
NHL (12.29%)

Open J Blood Diseases 3, 108-15 (2013)
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Hematological

diseases®

Cases

Normal Karyotype

Altered Karyotype

No methaphases

) Hyperdiploid Hypodiploid Translocation Complex
n % n % n % n % n % n %

AML 715 259 36.2 66 9.2 57 8.0 68 9.5 110 154 155 21.7
ALL 1260 419 333 102 8.1 92 7.3 99 7.9 191 15.2 357 28.3
MDS 168 75 446 15 8.9 9 5.4 4 24 20 11.9 45 26.8
MPD 52 26 50.0 8 154 3 58 3 58 8 154 4 7.7
CML 945 100 10.6 6 0.6 6 0.6 756 88' 10 11 67 7.1
PV 15 9 60.0 1 6.7 1 6.7 0 0 0 0 4 26.7
ET 63 35 55.6 0 0 1 1.6 1 16 4 6.3 22 34.9
CLL 104 46 44.2 7 6.7 5 4.8 2 19 15 144 29 27.9
HCL 10 5 50.0 1 10.0 0 0 0 0 0 0 4 40.0
MGUS 4 3 75.0 0 0 0 0 0 0 0 0 1 25.0
MM 165 63 38.2 14 8.5 7 4.2 8 4.8 30 18.2 43 26.1
PCL 2 1 50.0 0 0 0 0 0 0 0 0 1 50.0
wMm 1 1 100.0 0 0 0 0 0 0 0 0 0 0

MA 14 5 35.7 0 0 0 0 0 0 2 14.3 7 50.0
FA 5 2 40.0 0 0 0 0 0 0 3 60.0 0 0

HL 80 56 70.0 3 3.8 2 25 0 0 9 11.3 10 12.5
NHL 505 300 59.4 30 5.9 27 5.3 14 2.8 66 131 68 13.5

Total I 4108 I
| E—

Sociedad de Lucha
Contra el Cancer

Nicleo de duito

0 HCAM

|[ESS  HOSPITALCARLOSANDRADE MARIN

Open J Blood Diseases 3, 108-15 (2013)
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AML
probe No. Cases fusion gene No. Cases transcripts
t(8,21) 4 AMLI-ETO 4

t(15:17) 5 PML-RARA 11 4 (bcr2) & 7 (becr3)
inv(l6) 1 CBFB-MYHII 7 T (type F)

(v 11g23) 3

ALL
probe No. Cases fusion gene No. Cases transcripts
t(9:;22) 9 BCR-ABL 18 18 (elal)

(v 11g23) 10 MLL-AF4 4 4 (e8-eT)
t(1:19) 1 E2A-PBX] 1 T (type F)
t(12;21) 9
t(8;14) 2

CML
probe No. Cases fusion gene No. Cases transcripts
t(9:;22) 7 BCR-ABL 635 62(b2-a2) & 3(b3al)

Ls 18%

Ls 41%

Open J Blood Diseases 3, 108-15 (2013)
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Genes de cancer: Genes supresores de tumor

N
Py

Reparacion




O ufs Gen supresor de tumor: RB1
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Genes Supresores
cde Turnor

RETINOBLASTOMA
) LINEA
ESPORADICO GERMINAL
- NORMAL
15p12 — RETINOBLASTOMA

HP1%+E FAMILIAR
FALtd
MUTACION DE LA MUTACION
LINEA GERMINAL SOMATICA
- \ SEGUNDO
TRASTORNO
.GENETICO

13912
\ SEGUNDO
TRASTORNO
I GENETICO

15915
Teoria de Knudson: doble mutacién

1iql4
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IVS3+45 T/C

IVS2+75 T/C

-
C

IVS4+23 GIT

IVS11-72 T/G

G
-

-
G

cl770 T/C

IVS19-77 AIG

=
C

A
€

IVS16-57
Aldel A

IVS25-10 T/A

e TE T

"

AC\/

J Human Genetics.2003; 48, 639-641
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Genes de cancer: Apoptosis
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1

diferenciacion

\ mutacion

proliferacion

!

dano excesivo en el ADN

> @ Genes de
Apopiosis

muerte celular
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NUCLEO DE QUITO 11.32 Non-Hodgkin lymphoma subtypes and frequency of MBR and mcr

. rearrangement of t(14:18)(q32:q21)

nz

i ((14;18)(q32:q21)

1.2 Non-Hodgkin Incidence rearrangements

}ﬂ lymphoma subtypes  Caseno. (%) MBR  mer  Control
12 Follicular s 1> -  — 5

ﬂ% Diffuse 60 92.3 — — 60

|

30-40% Norteamérica
20-30% Europa
10% Asia

Cancer Genet Cytogenet. 2002; 137, 72-74
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Reparacion del ADN

| V

mal emparejamiento

MMR

Genes de
Reparacion

ADN reparado
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No.
Poblacion individuos
analizados

Normal
Linfomas
Leucemias

FQ

No. No. Frecuencia

cromosomas cromosomas de
analizados polimorfismo C>T

Cancer Genet Cytogenet 133, 29-33 (2002); Leukemia Lymphoma 44, 505-508 (2003)
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Table 1 - Distribution of the 2290 C/T polymorphism in leukemia (CHAL

RA D54 ALL) and control populations.

NUCLEO DE QUITO Giroup Genotype  Individual — Genotypic Allele
("a) frequency frequency
h M S H 2 Leukemia s 112 (82) 0.82 0.9
(== 137} CIT 23(17) 0.17
TT 2{1) 0. 0.1
Table 1 CML cic 45(75) 0.75 0.86
Distribution of the allele found (gIVS12-6T=C) {n =60 _
T 13 {22) 0.22
Number of individuals Polymorphism % of individuals with T 2{3) 0.3 0.14
Analyzed T/T C/T C/C frequency the polymorphism ALL i 55 (90) 050 0.95
Normal 50 46 3 1 005 7 (n=61) CT 6 (10) 0.10
NHL 22 17 5 0 0.114% 22.73% TT 0 (i) 0 ( 0.05 !
Abbreviation: NHL, non-Hodgkin lymphoma. Control CiC 87(83) 0.85 0.925
*P<20.01 when compared with normal group. {n=102) CIT 15(15) 015
TT 0y LI 0.075

TABLE 1 Distribution of the allele [gIVS12-6T = C]

Number of individuals
Group Sample size T T/C C/C Polymorphism Frequency
Control 50 46 3 | 0.0
Loukemia. % 51 F |
MDS 4 4 0 0 0.00

*+Significant differences when compared to the control group ( p < 0.01).

Genet Mol Biol. 33(4), 646-9 (2010); Leukemia & Lymphoma 44, 375-6 (2003);
Cancer Genet Cytogenet 133, 29-33 (2002)
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NUCLEO DE QUITO GENOTIPO Casos (n=80), n % Controles (n=80), n % OR® 95% ICP

Genética en el Ecuador: 30 afios CO-34, 505-506 (2016)
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W PEDIATRICOS

&
Leucemia ¢ cem‘
mieloide |infocitica’

aguda crénica

Tomado de Science, 2013
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RP11-339F13

SKY

ol | N:11 |

centromeérica 7

7pl1l CEP-7

CGH

FISH
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o 45 anos
‘!\ Dolor lumbar RBI: N
. 3%CP 46,XX P53: N ",
IgH: t (9%) o
RB1: N t(4:14) pronostico y
46,XX/166,XX P53: N t(11;14) recaida
IgH: N trasplante
RBI: N M
P53: del (36%) 1921: G 1921: N
IgH: t (40%) —){  6021: G p——)1 6021: N
. t(4;14) 9q34: N 9q34: N
11921: G 11921: N
1921: N 15g22: N 15922: N
6921: N 19913: N 19913: N
14/05/2019 05/09/2019 16/01/2020

4 ciclos 8, 6, 3 ciclos

Rotura de vértebra
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Proportion of
patignts

e
1

e
i

P =0.006

Proportion of
patieflrts

T T T T T T
0 200 400 600 800 1000

Survival (Months)

CACNA2D3 low
CACNA2D3 high

T
1200

0,8

o
1

Proportion of
patients

e
i

P =0.005

0,8

o
1

s
i

0 ® w0 w0 0 10w
Survival (Months)

PPP2R2B low

PPP2R2B
high

=

5 Fold change =2
n (GEM vs NORMAL)

ARRTAZ, Clorfldd, C10A, C1QE, CAPZE, CLIC4, DDOEST, EIF1AX, ENOT,
FUSIPT, HMGNZ, ID3, NECAPZ, MPM1, PDPN, PGD, RER1, RPL11,
RPL12, RPL18A , RUNRS, SHIBGRLS, TMFRSF1E, YWAMP3

ACOTY, CAMKZMT, CAMTAT, CDC42, CHDS, CLSTNT, DvLT, EXTLI,
FEXDZ, GABRD, KCNABZ, KIF1E, LUZP1, NBLT, PIMK1, PROMZ, PRKCZ,
FAP1GAP, RERE, RP1-21018.1, SThWM1, UBE4E, ¥PS13D

Clof106, CHIZLT, DTL, DYRES, IKBKE, KIF14, MAPKAPKZ, PTPRC,
RMPEF, TRMERM189-LBE2

CAMIIG, DETYIK, KIF216, NFASC, PLaNAZ, PPFIAL, TIMMI7A, TMCOCZ

EIF2AK2, PRKDI, RPLPO, SFRSY

FAMIBA

TEA,
ZCACNAZD:DRCE, FEZFZ, MAGI
: 12, GFXT, HYALZ, IFRD2, MAP4, NTEDCZ, RHOA, SMARCCT,

STABT, TKT, ZNF1E7

B5M, CAMKY, CELSRE, DOCKE, IPEKT, LITFLT, NCKIPSD, MISCH,
P4HTM, SEMAIE

ACTLEA, BCHE, FMDC3E, FXR1, GMPS, KPNAL, MESDT, NMD3, PLODZ,
PLECR1, RAPZE, RARREST, SELT, SERP1, SGEF, SMC4, 50x2,

T T
o 200

30 530 500
Survival (Months)

PROM1 high
PROML1 low

— WWTRI
| KCFAE=RLLH] SERPINN I
FAMI14A1, LAP3 ,WBMA?
— LOEZ2, QDPR, SLIT2
R MSH

ARTIP, COH10, COH1S

ANKHDT, CD14, CO74, COC25C, CEF1R, CENKIAT, DCTM4, DPYSLI,
EGR1T, G3BP1, GALNTI0, GMZA, HZAFY, KIF204, KIF4A, PCOHGA 1-12,
PCOHGE 1-7, PCOHGC 3-4, SAR1E, SPARC, TGFEI, TRNDC1S

CAMKZA, CYFIP2Z, FAB LARP1, LRRETMZ, FCDHA 1-13,
BCOHC S BCY O PPP2R2B BURA, 5KKP1, UBE2DZ

ARPCIE, COKE, GALIS T =Ma., MCh7 POLR2), SERPINET,
SLC2EA1S, SR, SRRT, SYPL1, TFPIZ, ZRHHIT]

ACTLEB, ASNE, DYMC1IT, GRM3, PCLO, PFTK, PRKARZE, RUNDC3E,
SRPKZ, TACH

CALU, EEF1G, LUBEZH

DERLY, GPR172A, MYC, RPLS, SLA, TWMED10

EFR3A. EMPPZ2. LYEH. PTKZ

on efecto en supervivencia
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Gen XRCC1: mutacidon nueva

GeneView via analysis of contig annotation: XRCC1 X-ray repair cross complementing 1
w View more variation on this gene (click to hide).
Clinical Source: O in gene region ® cSNP O has frequency O double hi
Primary Assembly Mapping

Assembly SNP to Chr
GRCh38.p7 Rev 43551 574

Chr position

Contig
MT 011109.17

|43.551.588 |13,SEI,S‘39 ‘43,§5l,SEE

|4 3551618

‘43,55[,528

a 82pb

mm) 43.551.656 C>T

43,551,630 [43.551,648 43,551,658 43,551,661

et rs25487 &
-

1c sapiens Annctation| Release 108, 2016-06-07

HRCCL/HH_ B [+

) (Homo sapiens Annot@tion Release 108) all data

G562 W C/T C/T W rs25487 rs763865398 HM A/C/T re779934492 BN C/T
rs199732076 B A/G rs757737955 B A/G rs747125141 B A/G rsl99613843 B C/T
E4977 Bl A/E rs773454248 B C/T rsl48817735 Il A/E

rs201337051 B 6/T rs7T46331654 BE A/G
rsZ08842482 HE C/T
rs375801765 Bl A/G

.cns, dbSNP Build 150| (Hcmc sapiens Annctation Release 108)
i, dbSNP Build 150 (Hpmc sapiens Annotation Release 108)
) (Homo sapiens Annotition Release 108) GMAF>=0.01

C/T B rs25487
Tariations based on dbSNP Build 150 (Homo sapiens Annotation Release 108)

1
dbSNP Build 150 (Homo sapiens Annotation Release 108)

1
8 |4.’3,551,57? ]43,551,5-59 |43,551,593 ‘43,551,528

rs200332207 =R C/T

|43,551,E-18

re774384642 HE A/C
rs7490949266 B C/T

rs20iE6787E W C/T

rs144007055 Bl C/6

rs7E1204348 HE A/G rs753502477 EE A/G

rs260861282 E C/T

rsl46443634 R C/T rs372371303 BE C/T
rs7S9332835 BN A/T

‘43,551,528

x

re376615629 HE A/G re75880
rs775326265 Ml -/C rs75082640% B C/T
rsTBI563025 Bl C/6
rE2271960 BN C/T
rs774848971 BR A/G
rs7TSI456113 B C/T
rs368206391 BN A/G

X X X

|43,551,538 |43,551,E,4B |43,551,552 |43,551,E-El

Allele
SNV:
single nucleotide variation
RefSNP Alleles: A/G (REV)
Allele Origin:

Ancestral Allele: G
T

Variation Class:

Variatinem Viae.-—

Clinical Significance: W[d }:\f‘ianr‘llgfresponse e
T=N 2428/20070 :T _“.:"
T=0.2604/1304 (1000
MAF/MinorAlleleCount: Genomes)
T=0.2908/3782 (GO-ESP)
T=0.2639/7685 (TOFPMED)

Genética en el Ecuador: 30 afios PO-34, 569-570 (2016)
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l CDK®6

. PD-0332991
o> {oox

E2f

ClinicalTrials.gov: NCT00555906
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\Cell cycle CDK

>

Nf (Non-cell cycle CDKSH

J

Cyclin-CDK Functions inhibitors
partners
T Gy, Flavopiridol Cyclin D, E, G
AZD5438 i Senescence SCH727965
SCH‘7?7965 L3 PD0332991 CDKS
Seliciclib
Indisulam
Cyg!in H  CDK-activating kinase ~ SNS-032
t ipti Seliciclib
F'avop'ndo| CDK7 ranscription
AZD5438
fin A
Cyclin oo CyclinT, K Flavopiridol
CDK2 | dhisun % Transcription SNS-032
Seliciclib CDK9 Seliciclib
SCH727965 i
SCH727965
B\
TGFB1
CDKN2A/p16 ' smé 3,4
CDKN2B/p15 | CDKN1A/pP21
CDKN2C/p18 4 CKI CIP/KIP | <  CDKN1B/p27
CDKN2D/p19 | | ‘ W CDKN1C/pST
CDK6 ——| CDK
| CDK4 cyclinD CCND1
T CCND2
‘ CCND3
RB1
E2f
e
Gi 3 G2 M

Curr Oncol 16(2), 36—43 (2009)
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Deletions of CDKN2C in Multiple Myeloma: Biological and
Clinical Implications

Paola E. Leone,’ Brian A. Walker,' Matthew W. Jenner,' Laura Chiecchio,? GianPaolo Dagrada,®
Rebecca K. M. Protheroe,? David C. Johnson," Nicholas J. Dickens,' Jose Luis Brito,' Monica Else,’
David Gonzalez,' Fiona M. Ross,? Selina Chen-Kiang, Faith E. Davies,' and Gareth J. Morgan'

PD 0332991 induces profound tumor
regression in MCL patients

e FLT-PET

Loondrd, Goldsmith, Vallabhgosule, Cheon-Kiang, unpublishod

Fuente: Emerging Approaches in Apoptotic and Cell Cycle Control of Hematopoietic Malignancies, ASH 2008
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Full Text View Tabular View No Study Results Posted Related Studies

An Investigational Drug, PD 0332991, Is Being Studied In Combination With Velcade And Dexamethasone In Patients With
Multiple Myeloma. Patients Must Have Received Prior Treatment For Multiple Myeloma. . .
palbociclib

This study is currently recruiting participants.
Verified by Pfizer, May 2010

First Received: November 8, 2007  Last Updated: May 20, 2010 History of Changes

Sponsor: | Pfizer
Information provided by: | Pfizer
ClinicalTrials.gov Identifier: | NCT00555906

B Purpose

This is a Phase 1/2 study evaluating the safety and antitumor activity of PD 0332991 in combination with Velcade and dexamethasone in patients who have received at least one previous
treatment for multiple myeloma.

Condition Intervention Phase
Multiple Myeloma Drug: Bortezomib Phase |
Drug: Dexamethasone Phase Il

Drug: PD 033291

Further study details as provided by Pfizer:

Estimated Enrollment: 62

Study Start Date: January 2003

Estimated Study Completion Date: February 2013

Estimated Primary Completion Date:  February 2012 (Final data collection date for primary outcome measure

Arms Assigned Interventions
1: Drug: Bortezomib
Experimental Escalating doses of bortezomib will be administered intravenously on Days 8, 11, 15 and 18 of a 28-day cycle (Schedule A) or of a 21-day cycle

{Schedule B). The planned doses to be evaluated are 0.7, 1 and 1.3 mg/m2 in combination with PD 0332991 and dexamethasone.
Drug: Dexamethasone

20 mg, orally on Days &, 11, 15 and 13 of a 25 day cycle (Schedule A) or of a 21-day cycle (Schedule B) in combination with PD 0332991 and
hortezomib.

Drug: PD 0332991

Escalating doses of PD 0332991 will be administerad orally on Days 1-21 of a 28-day cycle for Schedule A and on Days 1-12 of a 21-day cycle for
Schedule B. The planned doses to be evaluated are 50, 75, 100 mg and 125 mg once daily in combination with bortezomib and dexamethasone.

Fuente: modificado de http://clinicaltrials.gov/ct2/show/NCT00555906
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/ \ estudios
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estabilidad genética in vivo

Y estudios

marcadores de
pluripotencia

Proyecto de Investigacion en Salud — ISCIIIl. P111/00125: Generacion de células madre
pluripotentes humanas a partir de fibroblastos de pacientes con mieloma multiple
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Utilizacion de las
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Composicion genética
de los ecuatorianos

28,8%

Europeo

11,6%

Africano

Nativo amerlcano \ é

o0 amerindio

Composicién genética de los ecuatorianos Fuente: Centro de Investigacion Genstica y Genomica - CIGG de la Universidad UTE

Scientific Reports. 2019; 9(1), 9247
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mutacién proteina tipo gen

43.551.656 C>T Q426Stop Nonsense exon 10

OPACIENTES CON MM COOMESTIZOS CONEGRO  [OSHUARES CANARIS

60

Homocigoto silvestre (C/C) Heterocigoto (C/T) Homocigotu ... _ (1/T)

OPACIENTES CON MM O MESTIZOS CINEGROS [ISHUARE | CANARIS

55,4

38,5

25
13,75 15 3,75
11,3 10 8.8 62
L] LE-m moe e 2

Homocigoto silvestre (C/C) Heterocigoto (C/G) Homocigoto raro _3/G)

mutacién proteina tipo gen

14.146.053 C>G Wa04S Missense exon 15
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Protein

[ CAGCAGCAG... | <21 @
- —

Triplet Repeat

| CAGCAGCAGCAGCAGCAGCAGCAGCAG... | >22

I Normal

Protein

= C"as0s
= Controles

25 e Indigenas

12 13 14 15 16 17 18 19 2 23 24 25 26 27 28 29 30

BioMed Res Int. 2017; 2017, 3507671
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[ Amargo

[ Acido / Agrio
] Umami

I Salado

I Duice

Porcentaje

0.6 umal /L 56 nmol /L. 180umol /L

Concentraciones

Dosis (totales)

0,001% 0,08% 0,25%

# Individuos 10/52 35/52 52/52

Porcentaje 19,204 67,3% 100%

Concentracion umbral: inferior a 0,6 umol/L — 0,001 % (Wittig de Penna, 2001)

Forensic Sci Int. 2019; 59-61; Forensic Sci Int. 2017; e171-172
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Zonas abundante Yodo
glucosinolato no inhibe la funcion de tiroides
Ventaja: no detectar el sabor

Zonas bajo Yodo

glucosinolato podria ser dafiino salud j\"
Ventaja: poseer variante sensible lindulay

o

Normal Becio

Glandula
tiroides
agrandada

tiroides

\

Forensic Sci Int. 2019;59-61; Forensic Sci Int. 2017;e171-172
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Relacion Genes y ambiente

Multifactorial Multifactorial/Poligénico Monogénico
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NUCLEO DE QUITO Maquinaria de la CONTROL DE
mitosis

m LA METAFASE
Crecimiento
CONTROL DE ¢Se ha producido dafio

& . LA FASE G,
e

en el DNA?

CONTROL DE
LA FASE S

CONTROL DE
LA FASE G,

Crecimiento
celular

¢ Se ha producido dafio
en el DNA?

¢, Se ha producido dafo
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< > Y-DNA Human Migration (Haplogroups) . : o= )

Thousands of Years Ago

Thousands of Years Ago - A 60 - 20 -0 35
A 30 - 40 - R 50 - B 50 - H E - P a5
-8 %0 -—K 25 -R0 3 =Cr = = U = = e
-—C 2 -0 100 - 2 :g » :: > :nﬂ'aaa;:
::’ : ::; :m :3 f: == Eibia 20 - L 30 - Ria 0
- == Eibib 20 L 10 == Rib 2
::.N : —;‘ 2 :: : Cc 50 - N ] - 10
F 45 - 0 as - T 1w

-1 15 -N S0 -7 3 |

ADN mitocondrial ADN cromosoma Y

Family Tree DNA



QOI-C‘

* Genes del cancer

1 ADULTOS
NUCLEO DE QUITO

W PEDIATRICOS

&
Leucemia ¢ cem‘
mieloide |infocitica’

aguda dnica

Tomado de Science, 2013
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» Incidencia de enfermedades

> Prondstico de enfermedades

> Diferente frecuencia de mutaciones

> Mutaciones nuevas

» Diferente respuesta a tratamientos
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El control del ciclo celular es importante en biologia celular y genética.

Tiene importantes implicaciones practicas en la , al
estar producido por en la de la célula
Su propia

El descubrimiento de genes que codifican inhibidores del ciclo celular,
puso en marcha la sintesis de nuevos tipos de farmacos anticancerigenos
que el imitando los efectos

de estos inhibidores.
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Southern blot
Cultivos PCR-SSCP Cultivos Cromatografia
NUCLEO DE QUITO Citogenética Secuenciacion Citogenética PCR Espectrofotometria de

convencional Cultivos convencional Secuenciacidn RT-PCR masas
s, * JR R Hospital Universitario \\
SCBME M
% é H \\%]m - M c:; SaludMadrid 12de Cebre

o A X e X Do

/\/\/\ D /\/\/\/\/\/\(\/\

_/ /‘ —
é; | e I C The Institute of .'..".‘ Institqm dp CGG
: . 5 Y : Cancer Research Invchgau()ncs
o :,::\J;\L: ,\.IW"\IMI == I BaNCo annaLuz ne CELULAs MaDre Biomédicas
Citogenética Citogenética Cultivos Cultivos Citogenética Citogenética Citogenética
convencional convencional Array mapeo Citogenética Convencional Convencional convencional
RT-PCR FISH Array expresion convencional Cometa Cometa FISH
PCR-SSCP CGH Secuenciacién FISH FISH FISH Array mapeo
Secuenciacién CGH array Array mapeo Cometa-FISH Cometa-FISH Array expresion
Cometa Array expresion Analisis de arrays y Analisis de
secuenciacion arrays

Secuenciacion

paola.leone@solcaquito.org.ec y NGS
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