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} Infant tests for debilitating diseases set for
mainstream

By Vince Stricherz
News and Information

Posted under: Health and Medicine, Research, Science

Michael Gelb and FrantiSek Turefek have worked more than a decade to devise and implement
newborn screening for some debilitating, often-fatal conditions that show up in the first year to
several years of a child’s life.

The idea is to detect the conditions as early as possible, before symptoms begin to appear, so
treatment can lessen the physical damage.

Now the University of Washington chemistry professors’ methodology is drawing interest from
companies that could use it in tests distributed nationally and around the world.

“It's the ultimate analytical device to find a
needle in a haystack, when you know what
you are looking for,” Gelb said.

Currently, the screening can detect six
diseases — Krabbe, Pompe, Niemann-Pick,
Gaucher, Fabry and Hurler syndromes —
that are associated with enzyme deficiencies
within lysosomes, structures that break down

lnvrmn manlaniilan Aand Alimninata innta in rmand

U.S Air Force/Staff Sgt. Eric T. Sheler



‘Al1ey wip yoeqieuenb

S|l oleyng Jawo} JO uos ‘Aj|8y Jejuny 84| 8y} PaLIB|D Jey} UORIPUOD 8u) ‘eseas|p eqqe.y 1o}
S1S8) ‘uonepunod adoH s.J8lunH AQ pPe| SHOYS UIM “YIOA MBN "Selels ma) e Aq pappe Buieq mou
1snl s| seseasip abe.i0)s |ewososA| 4oy Buiues.ids 1ng "s1s0.iqly o131SAD 0} JepJosip auln dniAs sidew
woJy ebues asoyy ayels uoibulysep) U] "sieplosip JO A}8lieA B 10} pauaalos Ajaunnod aJe SUIOqQMaN

‘(1eded soleIpad JO |euinor 8y} JO SIoyINeod aJe Aayl) yoieasad Jiay} Ul ¥agaun)

pue g|an yum £A|esojo paxyJom sey pue Bujuesios uiogmau uo yuswuedsq yeeH uoibuiysem
8} 0} JBSIAPE UB SB S8AJ8S OUM ‘BOOS PIES ‘U0 SND0) 8M SBUO 8U} 8JB 8S0y ], "USZop B uey)
JoMa} 10} SjuswIeal) sAljo8ye ale aiey) Ing ‘seseasip abeio)s |BlosSosA| O UBY) 840w aJe 8iay]

'soleipad Jo 10ss8j0id AN B pue Joyine pes)| s.Jeded ay) ‘noog

P|BUOY "I PIES ‘SI8pJOSIP |BWOSOSA|-UOU 4O} pasn Ajjua.lind spoyiaw ay) uey) Joyoipaid Jeneq
e S| ¥ Jeys Inqg ‘Buiuessos uiogmeu Jaylo yum payesbaiul eq Bunse) eseasip ebe.0ls |BLuososA|
8y} ued AJuo 10U JBY) SMOUS SJ1iBIPad JO |euinop eyl yum ssaud ul Jeded yoieasal mau y

‘Aiojesoge| Buiuesiog uiogmaN 8yels
uoyBuiysep eyl 1e peyse) sem — Bulueslds uiogmau aunnoJ ol peyelbsyul eq pinod ‘Answosoeds
SSEW Wapue) Paj|ed poylaw B sasn Yoaiym ‘1se) padojansp-pmn eyl Jeyisym — uonsanb suQ

‘pado|enep

-BUIUBRIIS 1O} POOIQ 2Je SUONIPUOD 8y} J0j sjusluiesal] se

109|100 0} POYIaW Jejjw|s B Sasn saseas|p abelols PappPE 8Q UBD 8Jow pue ‘uoos Bujuesios sy}
fewososA| Joj Bupsa] "Bujussios uiogmau supnol 0} peppe aq 0} A|8y| 8Je SI8y0 88iy] "s||8d

€ 10} POI29II00 S| JUBIUI PIOSSM-C B JOPOOIGBUL 150y u) s)sEM B)BUIWIS PUR SBINosjow ab.e|
180y *L 23 IBS YEIS/B2I04 MY S

UMOP YB8.q 1By} S8injoniis ‘sawososA| uiyym
$8|0UB|21}ep BWAZUS YYM PBJBIDOSSE 8JE Jey)
— S8woJpuAs J8linH pue Auged ‘Jeyonen)
‘Nold-uuewalN ‘edwod ‘eqqesy] — seseas|p
XIS 108)8p ued Buiueslos ay} ‘Ajusiind




Jamsue 108ued e Ajluessedsu

}.ua.e Juswieal) Ajiee pue Bupse) eyl sl SI8YI0 IO} B|IyM ‘PIES g|er) ‘Bos IO} 8Nss| Ue S|

1S00) "SUJBJUO0D 8Je 848y} puy "aJow Bujuies| U }seJejul Ue passaidxe aABY — S|B|0IL0 Juswuianob
0} S10}00p |enpiAipul wody Buibue. - seluNo9 Jaylo Ul swos ‘ysaleiul ‘s N Buimolb ay) sepiseg

Jlusunes) AlJee 4oy pesu ou S| 848U} INg ‘)| Ul J8)e| swejqo.d Ly esy pejeIoosse asned Aew
JBU} SWLIO} Jep|iLu BABY ||IM SJ8YI0,, "PIES ¥898in] ,‘9|qissod Se U0OS SE pajesJ) 8q pue asess|p
8U} JO WO} 8|uBUl 819A8S B dOjaASp ||IM S|ENPIAIPUI P}0aye aWos ‘uonenw ey uo Buipuedeq,

"We)SAsS SnoAJBU |eiued 8y} 1oaye Jey) swoydwAs yesly 0) pawsoned aq ued yuedsues

MOJJBLW BUOq B uaym ‘z Jo abe ay} [nun a|qels 1dey pue pajesaJ) 8q ueod juejul ue yey: ybnous
Al4es ) 108)19p ueo Bunse) ing "uswibal Bunsel sy 0) peppe usaq 18 Jou sey - abe ie)e| e e
aseas|p aA|BA J1u0R J0 swe|qoid oine1yaAsd ‘senigesip Buiuies| o) ebe Ajuee ue e Juswdojensp
0} ey aye|dwod e wouy Buibues swoydwAs yum - || sisoplieyaoesAjodooniy pejjied uoRpuod v

‘Jue|dsue.l)} MOLJBW BUOQ B YIM pes)sul pajead) s )l

puUEB ‘SaAJ8U JO Yieays UljaAw ey} S108ye 1By} JopJOoSIP |BIB)-UBYO UB ‘@SBas|p aqqesy 0} 8Ao8ye
J0u S| AdeJay) swAzug "pies Roog ‘swoidwis ayeins|e 0} djay ued Adessy) swAzue ‘ejdwexs 1o}
‘siepJosip Aiqe4 pue Jayoner) U] "sjuslulesl) pue s}0eye Jo AlelieA B 8ABY SJOPJOSIP |BWOS0SAT

«Aliea AuaA ||is S, ) ‘@SN apIMP|IOM JO SWI8)
ur Ing,, "enbiuyose) 8y} Jo pies q|en ,‘Buoje e} AueA s,) ‘pliom |eal 8y} 0} 3 Bupjew Jo esues ayy U,

‘Anuenb pue dnayew

|eolwayo s,8ouesqns e Bujuiwielep Jo suesw e ‘Answonoads ssew wepue) Buisn painsesw
pue pajeqnoul aJe sawAzus jebie} usy) ‘pejeipAyss pue Jno payound s| jods poo|q 8y} JO UOROes
|lews e ‘pJed Jeded e uo palp S| |88y S,AQeq B WO} UMBIP POOI] JO 10dS B — Si18p.JosIp J8ylo

10} Bujueaios uiogmau 0} sAem awos U| Je|WIsS S| jeQain] pue gey Aq padojansp Bujuesios ey

"S9)ElS
Jayio woJj selinbul ueeq eABY 8484} PUB ‘LINOSSIN PUE SIoul||| Ul AeMm J8pun 8Je ‘uonepuno4
fsoueng eyy Aq pe| ‘suoye Juedubis Jejwis “e|ge|ieAe Ajpea. s pue [eaocidde |eieps)

pessed sey Buise) Se UOOS SE SI9PJOSIP |BIOASS IO} US8Ids 0} uone|sibe| pessed sey Aesier MeN



L swoydwAs ou yum ued 1sow ey} o}

pue ‘sa|jiwey} Buisies ‘eb9)j02 0} Buiob ‘saAl| |ew.ou Buipes| mou aie oym ing paleyigep Ajsnolies
ueaq aAey pinom ised ayl ul oym sjusined aAey |, "PIeS 8y ,‘epeosp ise| 8y} ul seseasip abe.ols
|BLIOSOSA| 8} JO 8Os 10} apew uaaq aAey eyl sebueyd syl yum pajeiyiue Ajeinjosge we |,

"8} Loys AjoAlle|a. B Ul 8WO0D aABY
By} JusLlea.} PUB UOII08)ep Ul SeoUBAPE 8y} AQ pausuesy ueaq sey ‘siep.osip oneusab olneipaed
10 A}814BA B UO S,U8ip|IyD 81Iees pue MN 1. YoJessal Buipes| Jealed siy Jueds sey oym ‘§oos Ing

.’SJ19Ul0 uey) Jepeq aJe awosg Josued
Jou 84,A8y) Inq ‘1eneq a4.hey],, ‘PIes a8y ,‘Sseu||l WoJj POABS JOU 8Je saiqeq 8sauy) Jo Auep,,



