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Genetic Study of Retinitis Pigmentosa
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Figure 1. Structure of retina. Histological appearance of healthy human retina (left) and retina of a patient with retinitis pig-

mentosa at a mid-stage of disease (right) [1]
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Table 1. Candidate loci and genes of retinitis pigmentosa

www.cdc.go.kr/phwr ‘ Erd A P S

Inheritance mode Mapped loci(not identified )

Mapped and identified gene

Autosomal dominant

(30-40%) RP33

Autosomal recessive

(50-60%) RP22, RP28, RP29, RP32
X-linked

(5-15%) RP6, RP23, RP24, RP34

CA4, CRX, FSCN2, GUCA1B, IMPDH1, NR2E3, NRL, PRPF3, PRPF8,
PRPF31, PRPH2, RDH12, RHO, ROM1, RP1, RP9, SEMA4A, TOPORS

ABCA4, CERKL, CNGA1, CNGB1, CRB1, EYS, IDH3B, LRAT, MERTK,
NR2E3, NRL, PDE6A, PDE6B, PRCD, PROM1, RGR, RHO, RLBP1, RP1,
RPE65, SAG, TULP1, USH2A

RP2, RPGR
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Table 2. Demographic characteristics of 365 Korean patients with retinitis pigmentosa [5]
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Inheritance pattern AD RP AR RP XL RP Simplex RP Total patients
No.(%) 44(12.1) 63(17.3) 32(8.8) 226(61.9) 365
Age*(yr), mean+SD(range) 48+17.2(4-67) 41.0+£10.9(18-68) 32.5+14.9(7-63) 37.4£12.1(11-85) 38.0+13.1(4-85)
T A A B A'B
Female(%) 25(56.8) 31(49.2) 5(15.6) 76(33.6) 137(37.5)

*»=0.009(oneway ANOVA); T The same letters indicate non-significant di ference of age between groups based on Tuey’s multiple comparison test.

Mean ages of AD and AR RP were significantly older then of X RP.
AD, autosomal dominant; AR, autosomal recessive; XL, X-linked recessive.




\} k’& 588 | PUBLIC HEALTH WEEKLY REPORT, KCDC

Table 3. Rhodopsin mutations identified in Korean patients with retinitis pigmentosal6]

Location Nucleotide Protein Protein Control Note Reference
Pathogenic

Exon1 c.50C>T p.Thri7Met 1/604 0/228 Reported [30]

Exon3 c.533A>G p.Thrl78Cys 1/604 0/228 Reported 9]

Exon4 c.888G>T p.Lys296Asn 1/604 0/228 Reported [31]

Exond c.839C>A p.Ala298Asp 1/604 0/228 Novel

Exon5 ¢.1040C>T p.Pro347Leu 2/604 0/228 Reported [5]
Benign

Intron3 .696+4C>T 28/604 111228 Reported rs56340615

Exon4 c.891C>T p.Ser297Ser 5/604 21228 Reported [31]

Intron4 €.937-23G>A 172/604 58/228 Reported rs2071092

Allele frequencies were measured in a total of 302 patients (604 chromosomes) and 114 controls (228 chromosomes)
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Figure 3. Disease gene discovery using linkage analysis
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Figure 5. Cone photoreceptors are starving to death in retinitis pigmentosa [7]
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Table 1. The main amendments of 2011 KCDC Bio-terrorism Preparedness & Response guideline
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! Current status of selected infectious diseases

1. Influenza, Republic of Korea, weeks ending August 13, 2011 (33th Week)
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Figure 1. The weekly proportion of influenza-like illness Figure 2. The number of influenza virus isolates,
visits per 1,000 patients, 2010-2011 season

2006-2007 season - 2010-2011 season

2. Malaria, Republic of Korea, weeks ending August 6, 2011 (32th Week)
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Figure 1. The weekly reported Malaria cases through Figure 2. Cumulative reported Malaria cases through
National Notifiable Disease Surveillance System National Notifiable Disease Surveillance System

3. Hand, Foot and Mouth Disease(HFMD) Republic 0
of Korea, weeks ending August 6, 2011(32th Week)
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Figure 1. Hand, Foot and Mouth Disease(HFMD)
reported by sentinel surveillance, 2009-2011
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Table 1. Provisional cases of reported notifiable diseases-Republic of Korea, week ending
August 6, 2011 (32th Week]* ,
unit: reported caset
5-year Total cases reported for previous years Imported cases
Disease’ Currelgt 28?11 weekly P P y of current week
wee average' 2010 2009 2008 2007 2006  : Country (reported case)

Cholera - 1 - 8 - 5 7 5

Typhoid fever 3 103 4 133 168 188 223 200 Cambodia(1)

Paratyphoid fever 1 40 1 55 36 44 45 50

Shigellosis 7 117 7 228 180 209 131 389 Cambodia(5), Myanmar(1)

EHEC 3 43 2 56 62 58 41 37

Viral hepatitis A" 90 4,490 - - - - - - ltaly(1), Vietnam(1)

Pertussis 3 30 1 27 66 9 14 17

Tetanus 1 11 - 14 17 16 8 10

Measles 5 46 1 114 17 2 194 28

Mumps 68 3,917 72 6,094 6,399 4,542 4,557 2,089

Rubella 1 41 1 43 36 30 35 18

Viral hepatitis B 22 1,026 - - - - - -

Japanese encephalitis - 3 - 26 6 6 7 -

Varicella 392 24,582 227 24,400 25,197 22,849 20,284 11,027

Malaria 38 413 96 1,772 1,345 1,052 2,227 2,051 Equatorial Guinea(1)

Scarlet fever 8 328 1 106 127 151 146 108

Meningococcal meningitis - 6 - 12 3 1 4 "

Legionellosis 2 24 1 30 24 21 19 20

Vibrio vulnificus sepsis 3 10 3 73 24 49 59 88

Murine typhus - 9 - 54 29 87 61 73

Scrub typhus 5 160 3 5,671 4,995 6,057 6,022 6,480

Leptospirosis - 4 1 66 62 100 208 119

Brucellosis 1 20 2 31 24 58 101 215

Rabies - 2 - - - - - -

HFRS 2 101 3 473 334 375 450 422

Syphilis" 23 595 - - - - - -

CJDivCJDT - 15 - - - - - -

Dengue fever 4 32 3 125 59 51 97 35 Cambodia(3), Bangladesh(1)

Botulism - 1 - - 1 - -

Q fever - 6 - 13 14 19 12 6

Lyme Borreliosis - 2 - - - - - -

West Nile fever" - - - - - - - -

Tuberculosis 895 25,922 760 36,305 35,845 34,157 34,710 35,361

HIV/AIDS 23 478 14 773 768 797 740 749

-: No reported cases. Cum: Cumulative counts of the year from 1st week to current week.

EHEC: Enterohemorrhagic Escherichia coli. HFRS: Hemorrhagic fever with renal syndrome.

CJD/VCID: Creutzfeldt-Jacob Disease/variant Creutzfeldt-Jacob Disease.

* Incidence data for reporting year 2011 is provisional, whereas data for 2006, 2007, 2008, 2009 and 2010 are finalized.

 Reported cases contain all case classifications (Confirmed, Suspected, Asymptomatic carrier) of the disease, respectively.

+ Excluding Hansen's disease, diseases reported through the Sentinel Surveillance System(Data for Sentinel Surveillance System are available in Table I11), and
diseases no case reported(Diphtheria, Poliomyelitis, Epidemic typhus, Anthrax, Plague, Y ellow fever, Smallpox, Severe Acute Respiratory Syndrome, Avian
influenza infection and humans, Novel Influenza, Tularemia, Tick-borne Encephalitis, Viral hemorrhagic fever, Melioidosis, Chikungunya fever, and Newly
emerging infectious disease syndrome).

§ Calculated by summing the incidence counts for the current week, the 2 weeks preceding the current week, and the 2 weeks following the current week, for a
total of 5 preceding years.

I HIV/AIDS isinfected cases but not diseased cases.

1 Surveillance system for Viral hepatitis A, Viral hepatitis B, Syphilis, CID/VCJID, West Nile fever was altered from Sentinel Surveillance System to National
Infectious Disease Surveillance System as of December 30, 2010.

** \/ira hepatitis B comprises acute Viral hepatitis B, HBsAg positive maternity, Perinatal hepatitis B virusinfection.
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Table 3. Provisional cases of reported sentinel surveillance disease, Republic of Korea, weeks ending
August 6, 2011(32th Week)

unit: caset/ sentinel

Viral hepatitis Sexually Transmitted Diseases
Hepatitis C Gonorrhea Chlamydia Genital herpes Condyloma acuminata
Current Cum, 50 ug;'r Current Cum, SC ug;_r Current Cum, 5C u;r;,r Current Cum, 50 u;'r Current Cum, 50 ug;'r
week 2011 YOar ek 2011 YOar T wesk 2011 Y ek 2011 YOar ek 2011 year
average average average average average

Total 3.2 274 265 26 8.1 108 20 138 18.1 16 127 143 16 8.0 72

unit: case per 1,000 outpatients

Hand, Foot and Mouth Disease(HFMD)
Current week Cum, 2011 Cum, 2010
10.0 121 49

-: No reported cases.  Cum: Cumulative counts of the year from 1st week to current week.

* Above datafor reporting years 2010 and 2011 are provisional.

 Reported cases contain al case classifications (Confirmed, Suspected, Asymptomatic carrier) of the disease, respectively.
s Calculated by averaging the cumulative counts from 1st week to current week, for atotal of 5 preceding years.

F=237 olalst7|

(Table D 8 HAEH L A 57 WAy} sl 9] A H9S B wsh 2 "Current week ;= Bﬂ FOo B3 ALE
e, "Cum, 2011, 20114 1F5E 3G F7A9 4 A4, 1281 "5-year weekly average,= A'd 54(2006-
201049)9] 3F F2o B A4} o]A 2F, o]F 2F FoHo] B A4(F 25F) B2 AAET 1822 "Current week, 2}
"5—year weekly average o419 Hil 245 ‘ﬂhw}“q SR s Ao il =25 olde) B 33 vlus) & 4
T}, Motal cases reported for previous years,+= At 5WZt allg 499 <] Bil $48 Yetls &4 SA0H d=d
B e @95 Hlas & 4= S

o) 20114 12F2] "5-year weekly average(5@7t F Ed),= 2006EEEH 201029 10F2E 14F7tX|e] E1
H4E & 2652 LhiE o= FSHZICt

* 5—year weekly average(5 5+ Hat) =(Xi+ Xo + -+ + X25)/25

1 1
1 1
1 1
1 1
1 1
1 1
1 1
1 1
| |
H 10 1= 12 13 14F H
1 1
i 20104 st = !
H 20094 Xu Xo Xs X4 Xs !
i 20084 Xs X7 Xs X9 Xi0 i
d 20074 Xt Xiz Xis X4 Xis H
1 1
H 20064 Xis X X8 X9 Xa0 H
i 20054 Xot Xz X3 Xo Xos ]
e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e e .

(Table D= 1671 A - & W& 1ES WG #3S Hol 11 9lon] zF 79w E "Cum, 5-year average, @}
"Cum, 2011,& H|w3)| B Z7kR] 9] =4 Bl ZA=of it o) 5 52t alfg 712 9] Hf Kl 74=¢}9] H|u7} 7hssict,
'Cum. 5—year average += A'd 5¥1(2006-2010%) F<+2] 5717 Bl 34 HF o2 AXbEL)

(Table 3)2 F8 FHEAAIHAS AA ol ditt Hi dg HojFed, 2244 i 248H $AtE 299 case/total
outpatient(BAHE&)= FETEEASE WA A Edtr2 U ghe 2 AAE, 'Cum. 2011,3 "Cum. 2010,
242F 201183} 20109 15778 s 714 A Aol tigt &AkZ&= Ak,

(Table 3)> EEAAIGAE S 22 A P2 A& vhefst=d| =aol H,
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