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PERKINELMER –
THE SCREENING

COMPANY
A global supplier 

committed to maternal, 
fetal and newborn health



TURKU SITE

ONE OF THE LARGEST 

MANUFACTURING AND R&D 

FACILITIES IN PERKINELMER

Centre of Excellence for 

Diagnostics Devices 
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SCREENING? 
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Prevent 



BENEFITS of

CH screening

= 20x the 

costs *Grosse, SD and Van VlietG. Arch DisChild. 

2011; 96(4):374–379

Health Economics 
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37%

Screened 

Babies

Wide Product Range  

59%
90%

PerkinElmer is Global Leader 

PKI Market Share 
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Newborn Screening Programs World Wide 

31 

disorders 

100%

5-20+ 
disorders 

60%-100%
1-4+ 

disorders EMEA 

NA <1% // 10% 

>50% // 100%

APAC

Emerging  

30+ 

disorders

100% 

APAC

Established 

2-10+ 

disorders 

10-80%

LA
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RUSP – 31 primary and 25 secondary disorders

HRSA’s Recommended Uniform Screening Panel, RUSP

HRSA Health Resources and Services Administration 
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MSMS

EXPANDED NEWBORN 

SCREENING
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• Simultaneous detection of amino acids and acylcarnitines and 

organic acids – 40+ disorders can be recognized from a single 

DBS sample by MSMS

• Combined prevalence of all detectable disorders

~1 : 3,000

Expanded Newborn Screening
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Potential LSD Candidates for Newborn Screening

Disorder Prevalence Therapy
Requires Early 

Detection

Pompe 1 : 40,000 ERT/SRT +

MPS-I 1 : 100,000 ERT/SRT +

Fabry 1 : 40,000* ERT/SRT +/-

Gaucher 1 : 57,000 ERT/SRT +/-

Krabbe 1 : 100,000 BMT +

Niemann-Pick A/B 1 : 250,000 ? ?

MPS-II 1 : 136,000 ERT +

MPS-IVA 1 : 250,000 ERT +

MPS-VI 1 : 300,000 ERT +
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LSD affects Normal Functioning of Cells

Accumulation of glycoproteins, lipids, mucopolysaccharides

Cell enlargement, dysfunction, death

Kumar: Robbins and Cotran Pathologic Basis of Disease, 

Professional Edition, 8th ed.



19

Global LSD Newborn Screening Status

Pompe MPS-I Fabry Gaucher Krabbe
Niemann-

Pick A/B

Illinois, US

Missouri, US

New York, US

Washington, US

Taiwan

China

Austria

Hungary

Italy

Japan

Newborn Screening NBS Pilot Study
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Incubate 

MSMS

3.2 mm DBS Punch

96 Well Plate 

Pipette
Report 

Measure 

Transfer & Seal
FIA

PKI MSMS Kits for NBS

o NeoBase AAAC

o LSD (in development)



21

150 laboratories in 37 countries 

use PKI MSMS solution 

Global Expanded Screening Programs

and Use of PerkinElmer NeoBase Kits
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SCID 
SEVERE COMBINED 

IMMUNODEFICIENCY 



23

Newborn Screening for SCID 

SCID
Late May 2010: HHS Secretary 

agreed to add SCID to the Uniform 

National NBS Panel in the US
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CIRCULAR
DNA-
TARGETTREC

 SCID babies do not have TRECs

 TREC is circular DNA that can be 

quantified utilizing amplification 

(PCR)

 TREC assay for SCID screening –

The 1st molecular biology assay in 

routine NBS

TREC Test for SCID NBS
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EXPANDED NBS  

IN JAPAN 
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Japan Newborn Screening History

1977 Nation-wide neonatal screening using Gathrie

1992  Expansion to 6 mandatory diseases

1997 Pilot screening using MSMS (Fukui Univ)

2004 National project of “Newborn mass screening using MSMS”                          

(PI: Prof Yamaguchi, Shimane Univ)

2011 MHLW (Ministry of Health, Labor and Welfare) announcement to recommend 

MSMS in NBS

2014  Nation-wide screening using MSMS with an expansion to primary panels of 

19 disorders
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Expansion to primary panels of 19 disorders

27

[Primary panels]

1) PKU

2) MSUD

3) Homocystinuria

4) CIT-1

5) Arginosuccinic aciduria

6) Methylmalonic academia

7) Propionic academia

8) Isovaleric aciddmia

9) 3-MCC deficiency

10) HMG-CoA lyase deficiency

11) Multiple carboxylase deficiency

12) Glutaric aciduria type 1

13) MCAD

14) VLCAD

15) TFP(LCHAD) deficiency

16) CPT1 deficiency

[Endocrine] – ELISA, EIA

1) Congenital hypothyroidism 

2) Cangenital adrenal hyperplasia 

3) Galactosemia

[Amino Acidemias] – HPLC, Guthrie

4) PKU

5) MSUD

6) Homocystinuria

Congenital hypothyroidism

Congenital adrenal hyperplasia

Galactosemia

MSMS Expansion

[Secondary panels]

17)  Citrine deficiency

18)  β-ketothiolase deficiency

19)  CPT2 deficiency

20)  TRANS

21)  Carnitine uptake defect

22)  Glutaric aciduria type 2

2014
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PerkinElmer presence in Japan

NeoBase

NeoBase
NeoBase

NeoBase

NeoBase

NeoBase

NeoBase

NeoBase

NeoBase

NeoBase

NeoBase

AutoDELFIA x 3 units

in Tokyo area
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Dr. Harada

National Center

for Child Health

and Development

(NCCHD)

Prof. Kitagawa

Tokyo Health

Science Association

Prof. Yamaguchi

Shimane University

Prof. Siegematzu

Fukui University

ありがとうございます

Arigatou gozaimasu


