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KPATKOE U3JIO’)KEHUE

Bo3MOkHO BBI COUTETE, YTO JAHHOC KPATKOC U3JIOKCHUE OOCTATOTHO AJIA TOTO, 9TOOBI NPUHATH PCIICHUA
OTHOCHTCIBHO OOCIICTOBAHHSA BAlICTO HOBOPOXKACHHOTO peOeHKa. B Oponrope BEI HaaeTe Oomce
TOAPOOHYI0 HH(POPMALIHIO TIO 3TOMY BOIIPOCY.

OGcnexoBaHHe HOBOPOKIEHHLIX IMOMOraer NPEeIOTBPATHTHL HEKOTOPbIE MOJAANIHECS
H3JICYEHHI0 3a00/1eBaHUS.

o (Cxopee BCETO Bam PeOCHOK OYyACT 3A0POBBIM, M BBl JAXKE HE BCHOMHHTE O TEX OONC3HAX, KOTOPBIC
MOTYT OBITH OOHAPY>KEHBI IIPH IIOMOIIH ITOTO 0OCICIOBAHMS.

e Jlng HEOONMBINOTO MPOLCHTA MIAJCHICB, ¥ KOTOPBIX €CTh 3TH 3a00JICBaHHA, OOCICIOBAHHC MOKCT
MPEICTABIATE JKH3HCHHYHO BAKHOCTb.

OGcnenoBanne HOBOPOXKIEHHBIX 00513aTeIbHO AJIsI BCEX AeTeii, pOAHBIIHXCS B
Maccauycerce.

L4 TGCTI/IPOBaHI/Ie BCCX HOBOPOKACHHBIX HMCCT BA’KHOC 3HAYICHHUC, TAK KAK OOJIBIIHHCTBO MJIQACHIICB
KQKYTCA 3I0POBBIMHE MPH POSKACHHH, JAKE ACTH C 3a00ICBAHMUAMHE, KOTOPHIC MOTYT OBITh
O0OHAPYKCHBI MOCPSACTBOM TPSATATACMOTO 0OCICTIOBAHMS IISI HOBOPOSKICHHBIX.

L4 TGCTI/IPOBaHI/Ie HOBOPOXACHHBIX MPOBOAUTCA B ABYXIHCBHOM BO3PACTC IMYTEM B3ATHA HCCKOJIBKHUX
Kanciib KPOBH.

L4 Ecmm anamm3 TOKA3bIBACT, UTO BAl MJIQACHCI] HMCCT MPU3HAKHA OAHOTO U3 3THUX U3JICTHUMBIX
3200ICBAHHI, TO ICUATIHE BPAt BAIICTO PCOCHKA CBKETCA C BAMH JUIA TOTO, UTOOBI HA3HAYHNTH
HCOOXOIMMOC JICUCHHC.

OBA3ATEJBHOE OBCJIIEAOBAHHUE HOBOPOXKJIEHHbBIX

e B Maccauycerce CYIIECTBYIOT AECATh H3JICUUMBIX 3a00JCBAHIH, KOTOPBIC BKIFOUCHBI B
OBA3ATEJIbHVYIO ITPOI'PAMMY OBCJIEJOBAHWA HOBOPOXJEHHBIX.

e  CorynacHo TpeOOBaHMAM 3aKOHA mTaTa MaccadyceTc gce MIIACHIbI JOJUKHBI IPOHTH TECTUPOBAHUE HA
CHMITTOMBI 3THX JICCATH 3a00JICBAHUH, KPOME TEX CIIy4aeB, KOTAAa POIUTEIN BO3PAKAFOT IPOTHB ITOH
TIPOLEIYPHI HA OCHOBAHWH PEIHTHO3HBIX YOCKICHHH.

JAOHNOJHUTEJBHOE OBCJIEJOBAHUE HOBOPOKAEHHbIX

e Maccauycerc npeiaraer 00CIeA0BAaHHE HOBOPOKACHHBIX HA TOMOTHUTEIBHBIC ABAIATH OOTC3HEH.

o Dmom ananus nposooumcs 6e3 OONOTHUMETLHBIX 3AMPAnt U He mpebyem 00O THUMETbHO
npo6ut Kposu.

e JIOIIOJHWUTEJIBHOE OBCJIEJOBAHUWE HOBOPOJX/IEHHDBIX ocHOBaHO Ha JBYX HAYUHBIX
HCCIICAOBAHMUSX, IEJIBI0 KOTOPBIX ABILICTCS Pa3padoTKa BHICOKO3(D(DEKTHBHBIX IPOrpaMM
00cne0BaHMs I OOHAPYKECHHS AOTIOTHATEIBHBIX ABAIIATH OOTC3HEH.

¢ (CormacHo TUpEKTHBAM, MPHHATEIM B mrate Maccauycerc ornocutenbHo JOTTOJTHUTEJIBHBIX
TMPOT'PAMM, mociie posKACHHS BAIIETO PSOCHKA BAM MPSIIOKAT BOCHOIB30BATHCS
JOIOJIHUTEJIbHBIM OBCJIEJOBAHWEM HOBOPOX/IEHHBIX.

e Eciu no kaKo#-1u60 IpHYMHE BB pelIuTe He y4acTBoBaTh B JIOITOJTHUTEJILHOM nporpamme,
Bam pedeHok Bee ke pomkeH npoitn OBS3ATEJIBHOE OBCJIEJOBAHUE
HOBOPOXJIEHHBIX.

XOTHUTE BOJIEE IIOAPOBHO Y3HATH Ob OBA3ZATEJBHOM WJIN
JONOJHHUTEJBHOM OBCJIEANOBAHUM HOBOPOXIAEHHBIX? 3ATJIAHUTE B
BPOIIIIOPY. B OTJIABJIEHMHM Bbl HAMJETE NNEPEYEHb HAWUBOJIEE YACTO
3AJJABAEMBIX BOITPOCOB 110 OTUM ITPOI'PAMMAM.




Veaorcaemviii pooumens!

IIpumume Hawu nosopasnenus! Ileped samu omxpvisaemcs OYOVILAs HCUSHD C BAULUM
pebenKoM, U Mbl padbl COOOWUMb 8aM, YMO éce Oemu, poousuiecs ¢ wmame Maccauyceme, Mo2ym
B0CNOJIL308AMBCS NPOSPAMMOT, NPedlazaemoti 30pagooxpanenuem, noo Haseanuem “Obcnedosanie
HOGOPOJICOeHHbIX ”. DmMa npospamma nomozaent npecomspamums uzneyugaemvie 3a0601e6aHUAL.
Ipoepamma noseunace ¢ Maccauycemce ¢ 1962 u exmouana ¢ cebs 06¢ciedogane moabko Ha 0OHO
saboneganue. C moeo gpeMeHy Yucao uieuusaemvix 6onesHel, 0OHAPYICUBAEMBIX 8 PAMKAX DMOI
NPOSPAMMBL, YEEIUUUNIOCD, U 0DCIeO08AHUE HOGOPOHCOEHHVIX CHIANO NPUMEHAMBCA 80 8CeM MUpe KAK
0063ameNbHbIl MemoO HabNoe s 3a 300pogvem Jodell. Maccayyceme agnaemes Moepom ¢ ooaacmu
06c¢e008an A HOgopodCcOeHHbIX: Maccayyceme npednazaem oba3amenvHoe 00cied0gane Ona OObULeO
yyucna usneyugaemMvix bonesHet, yem n0bas Opyeas npozpamma.

Maccauyceme maxoice npeonazaenm 8am HeKOMopble OONOJHUMENbHbIE YCTYeU 8 00Nachy
obcreoosanua. Ilocne poscoenus gaute2o pebeHKa 6am npednoHcam 80Cn0Nb308aMbCs
NpeUMyuecmeamu OONOIHUMENLHO20 MECMUPOSAHUA. (CM. HUudxce, a makxce Ha cmp.10).

Dma bpowiiopa HOSHAKOMUM 8AC ¢ 00CIe008aAHUEM HOBOPOICOeHHbIX. Ha eHympenHeii 00n0x4cKe
cllesa guvl Hatioeme Kpamxyio uHgopmayuro 06 smoti npocpamme. bpoutopa codepiicum OONnoNHumenbHoe
onucanye 06513amesibHO20 1 OONOJHUMENLHO20 06Ce008aH U HOgopodicoeHHbix (cm. OI'JIABJIEHHE na
cnedyioujeti cmpanuye).

JKenaem eam u sautemy pebeHKy 6ce20 HAUIHULE2O.
C yeaicenuem,

Ilepconan npoepammul Hosoii Anenuu no o6¢ne008aHuI0 HOGOPOHCOCHHYIX
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Kax 3anucamoca na np obcn 151? Htu KAKo6 nOPAOOK OMKA3a Om yHacmusl 6 3moil npozpamme?

ITocie poskaeHMsS Bamero pebGeHKa Bac CHPOCAT, HOIYYHIM JIM BbI 5Ty Opomopy ¢ mH(popMaruedl 00 SKCIepUMEHTATBHBIX
HCCIICMOBAHUAX. 3aTeM BaM MPEUIOXKAT [POBECTH OOC/EOBAHHE Ballero peOeHKa Ha 3abO0JCBaHHS HO ABYM SKCHEPHMEHTAIBLHBIM
[IPOrpaMMaM.

Buumanue! Bac nonpocam oamv omeem 00 OmnpasKi npobsl KposH sauieco pebeHKa 6 Uccredosamenvekyio aabopamopurn.* Bam
OTBeT MOSIBUTCA Ha GJIaHKe, MOITBepIKAatomeM cOop Mposhl [l 00CIeoBaHNS HOBOPOXKICHHBIX. [lociie 3aHeceHHs Balllero oTBeTa B
6aHK cOopa MpoObI KpOBH Balllero peGeHka, BaM JaJyT Ha XpaHeHHe konmio. Hioke npusenen obpaser| Takoro Gnanka. (IIlpumedanme:
BBl MOJKeTe IIPOUHUTATD DTy OpOIIIopy B IepeBo/ie ¢ aHITMHCKOTO si3bIka. OHAKO KOIMS OTIAaHHOTO BaM Ha XpaHeHHe OaHKa OymeT Ha
AHTJIMHCKOM SI3BIKE.)

*[Tpobur bepymes Meswcdy 24-72 uacamu nocne podcOeHus U 00 GbINUCKU U3 POOOOMA, €CNi 6bINUCKA COCMONACL, panee 24 uacos.
Ymobvl usbedcamo OmcpouKi 0ba3amenbHoc0 0bcredosanus eaueco pebenxa Ha 10 3abonesanuti, npoba Kpoeu OONIKCHA Obimb
HE3aMeONUMENLHO 635MA U OMNPAGAEHA HA AHATUS.
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YBaxcaeMbI# poIuTeIb! T T O O O O N I
OTOT GJIAHK SBJISCTCS JOKYMEHTOM, B KOTOPOM YKAa3bIBACTCS, UTO HeGObIIas Mpoba KpOBH ObLIa B35ITA Y Ballero peGeHKa I
MIPOBEICHHUS 00S3aTEIILHOTO 00CTIeIOBAHHUS HOBOPOK/ICHHBIX. JTa 00s3aTeIbHAS IPOIIEYPa TApaHTHPYET, YTO Balll peGSHOK MPOHIeT
MIPOBEPKY HA KAXKIO0C U3 ISCATH M3JICUHBACMbIX 3a00JICBAaHUH COTIIACHO YKa3aHUSIM MaccauyceTcKoro AenapTaMeHTa 3paBooXpaHeHHUSL.

Kpone Toro, Ha 5ToM G1aHKe HMEIOTCSI BAIllM YKA3aHHU JULT poiioMa/TIeIHaTpa OTHOCHTEIIBHO BAIlIUX PeIIeHHH 110 JOOTHHTEIBHBIM

aHaTH3aM (MCCIIeIOBAHUSL, IPOBOUMBIE 3APAaBOOXpaHEHHEM), KOTOPBIE TOCTYIIHEI BCceM HOBOPOXK/ICHHBIM B mTaTe Maccadycetc.

. Ecim Ha BameM Onanke Gyzet crosth X B rpade “otkas or KO, pam peGenok HE Gyer npoBepaThesi Ha KUCTO3HBIN (HUOPO3.

. Ecim na Bamem Granke Gynetr croath X B rpade “otkasz ot MET”, Bam peGenok HE Gyner nposepsithesa Ha 19 qpyrux BUIOB
HapymeHHH oOMeHa BEI[eCTB.

Hogas nporpamma B HoBo#t AHIIHH 1o 06cief0BaHAIO HOBOPOXKACHHBIX IPH MEAUIMHCKOM (akyIbTeTe MaccadyceTckoro
VHHBEpPCHTeTA NIpe/JlaraeT MOMHBIH CHIeKTp YCIYT 10 5TOMY 00CTIeJOBaHHIO, KaK yKa3aHo B Ballelf Opommope “OTBeTsl Ha HanOonee
JacTo 3a/1aBaeMble BOIIPOCH! 00 00CIIe[OBAHIH HOBOPOIK/ICHHBIX .

IIpoepamma Hosoti Anenuu no 06eredosaniiio HO6oPpO#OeHHbIX, MeduyuHekuil gaxyromem Maccauycemexozo ynusepcumema
Aopec: 305 South St., Jamaica Plain, MA 02130  menegon: (617) 983-6300
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Jono/HuTe/IbHAS HH(pOpMAaLUs AJIs1 POAUTEIeH,
KOTOpbIe XOTSAT 00J1ee MOAPOOHO Y3HATH 0 2-X IKCNEePHMEHTAJbHBIX HCCIe0BAHUSIX

e DJkcnepuMeHTaJNbHOe HccaenoBaHue Ne 1: “OocieqoBaHne HOBOPOKAEHHBIX HA
NPU3HAKU KUCTO3HOrO pudposa”.

e JKcnepuMeHTAJNbHOe HccaeaoBaHue Ne 2: “O0c/ienoBaHHe HOBOPOKIEHHBIX HA
19 apyrux HapyumeHuii oOMeHa BelecTB”.



OBA3SATEJ/IBHOE ObCJ/IEJOBAHUE

Kaxkoea yeitv npozpammst 06c1e006anus HOBOPOIHCOCHHBIX?

L[e.]'[bI'O nporpaMmbl O6CJ'IeI[OBaHI/I$I HOBOPOXKIOCHHBIX HABJIACTCA TCCTUPOBAHUE BCEX
HOBOPOXACHHBIX B ILITATEC MaccaqyceTc Ha pPaHHUEC IMPU3HAKHU psaaa H3JICHHUBACMbBIX
Oonesneri  (cormacHo Pacmopsukenmst 105 CMR  270.000 MaccadyceTckoro
JernapTaMeHTa 3APABOOXPAHEHHS. )

B Opomrtope mpuBeneHbl ommcaHUs 3TUX 3a00JieBaHUS W OOBSICHEHHS, TOYEMY Balll
peOeHOK HY>KAAaeTCsl B TECTUPOBAHMH.

Kaxosa eeposmnocms mozo, umo y moezo pebenka ecnip 6071316, KOMOPAs MOXHcen
O0vime obHapyscena nocpedocmeom obeinedosanusn?

BeposiTHOCTB TOTO, YTO y Bailero pebeHka OOHaPYKUTCsl OIHA U3 ATHX OOJIe3HEN, OUYeHb
mana. B pemkux cniy4asix, Korma OOHapy:KMBaeTcst 0OJI€3Hb, PaHHSS MHATHOCTUKA U
JeUeHre, KaKk MPaBWIIO, MPENYNPEXKAalOT OCIOKHEHMs, CBsS3aHHbIE C OSTUMH
3a00JIEBAHUAMU.

AHaJ'II/ISBI, B3ATBIC Y HOBOPOXKICHHBIX, HAKOT BO3MOXKHOCTDH O6Hapy}KI/ITb HEKOTOPLBIC
3a0oneBaHusl N0 MOsBIEHHA cUMNTOMOB. OIHAKO, 5TH aHANU3bl HE BCErja MAAIOT
TOYHYIO KapTUHY U MOTryT He OOHapyxuTh Oonesnb. B mobom cimydae, ecnu Bam
pebeHOK He30POB, MOTOBOPUTE C AETCKUM BPauyOM KaK MOKHO CKOpee.

Kaxk bepymes ananuzpl?

IIpumepHO uepe3 48 4acoB mociie POXKIEHHUS MM CPa3y IMOCJE BBIMHCKH pedeHKa U3
ponaoma y Hero/Hee BO3bMYT HeOOJbINyi0 mpoly kpoBu. HeobOxoammo Bcero nuinb
HECKOJIbKO Karenb KpoBu. OHM OepyTcs U3 mATKH peOeHKa.

BHUMClHue./ Y MJIQJICHIICB, pOI[I/IBLHI/IXCﬂ BHC T'OCIIHTAJIA, TAaKXKE HeO6XOI[I/IMO B34ATH
aHaJTU3bI, KeJlaTeJbHO MPUMEPHO Yepe3 48 4acoB mocie poxaeHus. Poaurenn HOKHBI
JIOTOBOPUTHCS C BPayoOM, AKyIIEPKOH WK pPAaOOTHUKAMH TOCHHUTANSI O MPOBENCHUU
o0cenoBaHuUs.



Ha xakxue uziieuusaemoie 3abo1eeanus dyoem nposepsamucsa Mol pebenok?

Bamn pebenok Oyaer o0caea0BaThest HA PAHHHUE PU3HAKH cieayromux 10 3aboneBanuii;

1.

Bpo:xkaennsiit runotupeos (Congenital Hypothyroidism). 3rto 3a6onesanue BbI3BaHO
OTCYTCTBHEM TOPMOHA, KOTOPBIH BBIPAOATHIBACTCS IMUTOBHIHOH JKEIC30H, UTO MOXKET IPHBECTH K
3aMEIICHHOMY POCTY U caboymuro. Ecm 0OHApyKCHHOS HA PAHHCH CTaauH 3a00JICBAHHC MPOJICUUTH
COOTBETCTBYIOLIAM JICKAPCTBOM, PEOCHOK OYyICT PACTH M PA3BHBATHCS HOPMAJIBHO.

Cunapom @enaunra [Phenylketonuria (PKU)|. 3rto 3abonesanme BBI3BAHO TeMm, HTO
OpraHu3M peOCHKA HE B COCTOSHHM PACILCIUIATH (DCHHJIATAHWH, AMHHOKHCIOTY, KOTOPas COACPIKATCS
B OcmroBoit mume. Ecimm 310 3a00meBaHne 00HAPYKCHO HA PaHHCH CTagum, W peOCHOK MOCTABJICH HA
OCOOBIM PEKMM IMHTAHWS C HU3KUM COJACP)KAaHHEM (DCHUIANAHWHA, TO MOKHO H30€KaThb pa3BUTHIA
cnaboyMusL.

Hapywmenus crpoenusi remorsioduna (Hemoglobin Disorders). 3ru Hapymenuns
pkmodator Oone3Hp Sickle Cell (cepmoBWAHBEIN 3PUTPOLNT), BHI3BAHHYED H3MCHECHHEM B KPACHOM
HOUTMCHTE KPOBH. 3TO 03HAYACT, YTO PCOCHOK MOABCPKCH AHCMHUM, OOJICBBIM MPHCTYIIAM, HHCYJIBTAM U
OHACHBIM JJIS SKI3HH HHCKILM. JIcucHuEe NCHHIMUTHHOM B PAHHEM JCTCTBC MOMKCT IPEIOTBPATHTh
Pa3BUTHE CEPHE3HBIX HH()CKIMOHHBIX 3a00ICBAHUH.

Bpoxknennnbnii Toxcomnazmo3 (Congenital Toxoplasmosis). DJro 3a6onesanme
MPSACTABIACT COO0M HH(PCKIMIO, KOTOPAS MOKET MPOSBIHATHCA KAK B JICTKOH (POpME, Tak U B TSHKCIIOMN.
V MimageHna 3ta HHPSKIIST MOKET HPHBECTH K CIA0OYMHEIO, CICNOTe W ApyruM Acdekram. JleucHwme
JCKAPCTBCHHBIMH MPEHapaTaMu Ha paHHefI CTagun MOKCT COKPATHTHh BCPOATHOCTH BO3HUKHOBCHIA
CEPbE3HBIX OCIOKHCHUU.

Biotinidase Deficiency. 3afoncanne BbI3BaHO OTCYTCTBHEM 9H3MMA TOA HA3BAHHEM
“biotinidase”. Jra 00NE3HH MOXKET NMPHBECTH K IPHIAJKAM, OTCTABAHHWIO B PAa3BUTHH, JK3EME H
moTepe ciuyxa. Jleuenne OHOTHHOM MOKET MPEIOTBPATHTH OCIOKHCHILL.

l'anakrozemusn (Galactosemia). Dro 3aboneBanme nposBIAETCS, KOrAa PEOEHOK HE B
COCTOSIHHH NIEPEBAPHBATH TATAKTO3Y MOJOMHOTO CAXapa. B HEKOTOPBIX CIy4asx OMACHOE AT JKU3HH
MOBPEICHAE MO3TOBOH YACTH M TEYEHH MOMKET MPOSBHTBCA YEPE3 HEIETK) TOCTE POKIACHHS.
CreumanbHas AMETA HA PAHHEH CTaIMM, WCKIHOYAKOMAA MOIOKO, MOMET NPEJOTBPATHTH OTH
OCTIOKHEHHL.

“KnenoBbiil cupon” - 6oJie3Hbp Mouencnyckanus (“Maple Syrup” Urine Disease,

MSUD). D10 3aboneBaHMe BBI3BAHO OTCYTCTBHEM CINOCOOHOCTH PACIIEIUIATH HEKOTOPBIE
AMHHOKHCIIOTHL. DTO MOKCT TOBJICUB 32 COOOH ClraboyMue, MpHIAAKH Win cMEpTh. Ha3BaHue 001¢3HH
MPOUCXOIMUT OT XapPAKTCPHOTO 3allaxa MOYH, HATIOMHHAKOIICTO 3aMaxX KICHOBOTO CHpona. MiaacHuam,
V KOTOPBIX OBIJIO OOHAPY>KEHO 3TO 3a00JICBAHWE HA PAHHCH CTAIWH, TPEAIUCHIBACTCS 0co0as IHeTa,
YTO MOMOTAET H30EKATh CEPHE3HBIC MOCICACTBHUS OOIC3HH.

Homocystinuria. D10 3a00ICBAaHUC BBI3BAHO OTCYTCTBHEM CIIOCOOHOCTH  PACIICIUIITH
AMHHOKHCIIOTY TIOJ HA3BAHHCM MCTHOHHH. JTO 3a00JICBAHHC MOXKCT MPHUBECTH K CIA00YMHIO, O0JIC3HH
r1a3 W 00pa30BaHUIO TPOMOOB. MaacHIAM, V KOTOPHIX OBLTO OOHAPY)KCHO 3TO 3a00JICBAHHC HA
paHHeﬁ cCTaguu, MPCAMUCHIBACTCA JUCTA C HU3KUM COACPKAHUEM MCTHOHHHA, YITO MOMOTACT H30eXaTh
3TH MOCICACTBHAL.

Bpo:xaennas Haanoyeuynas runepniasus (Congenital Adrenal Hyperplasia). 3o
3200JICBAHKME BBI3BAHO OTCYTCTBHCM DH3MMA, KOTOPBIA HCIOIB3YSTCS HAMMNOYCHHHKOM IS
BOCIIPOW3BE/ICHHSI TOPMOHOB. Y JEBOUCK MOTYT HOSBHTHCS MY>KCKHE IIOJIOBBIC OPTaHbL. Y 00OHX IOJIOB
MOKCT HAOMFOJATHCA OMACHOC I KU3HH OOC3BO’KHBAHHUC H OOCCCOIMBAHHC OPTAaHM3MA H JAXKC
cMepTh. CymecTByeT HOCKOIBKO CIIOCOOO0B JICUCHHSA 3TOTO 3a00ICBAHHS.



10. Medium-chain acyl Co-A dehydrogenase deficiency (MCAD). 3ro 3aGonesanue
MOKCT BBI3BATh MCTAOOTHUYCCKHI KPH3, KOTJA MIIAACHCI “TOCTHTCA  (IOITOC BPEMS HEC MPHHUMACT
ULy, KaK, HAPUMEP, BO BpeMs OOMC3HH). JTOT BHI MCTA0OIMUCCKOTO KPH3a MOKCT B HCKOTOPBIX
CIIy4asx MPUBECTH K IPHIIAJKAM, 3aTPYIHCHHOMY ABIXaHHIO, OCTAHOBKE cepaa u cMept. Kimoueson
MOMECHT JICUCHHUSI 3aKIFOYACTCS B TOM, YTOOBI HE JONMYCTHUTh HACTYIUICHHE META0OIMHMECKOTO KpH3a.
Jleuenne maer 3((exTHBHBIC PE3yABTATHI U (POKYCHPYETCS HA YCTPAHCHHH UINTEIbHBIX NEPEPHIBOB B
TIPHUEME TTHIIH.

IIpouwne. CyimecTBylOT W Apyrue 3a00/ICBAaHUs, KOTOPBIC BBl MOXKCTE BbIOpaTh ist
obocnenoBanus (cm. pasaen JOINOJIHUTEJIBHOE OBCJIEJNOBAHUWE, wuccaemoBanus 1o
HOBBIM QHATIH3aM)

Kmo pewaem, kakue 3a60.1e6aHus 6K1104eHbl 8 00C1€006AHUSL HOBOPOIHCOCHHBIX?

I'maBa nmemapramenTa 3apaBOOXpPAHEHHA VIOJTHOMOYEH IIPHUHMMATh PEIMICHHUS IO CIIHCKY
3aboncBanuii. COBCHIATCIBHBIN KOMHTET, KyJa BXOMIT JOKTOPA, MEACECTPBI, VYUCHBIC H
ONAaMUCHTBI, PCKOMCHAYIOT IJIABC ACMIapTaMCHTA, KaKHC 33,6OH€B3HI/IH BKJIKOYATh B IIpOrpamMmy
obcnenoBanusa. UroOwl 3a0oneBaHHe OBLIO BKIIOUCHO B CYIIECTBYIOIIUH CIIMCOK, HEOOXOIUMO
crenyromiee: 1) 3aboneBanue TOKHO OBITh U3TICUUBACMBIM, 2) ViK€ CYLICCTBYET XOPOIINN aHATH3
JUTSE TECTUPOBAHHUSL TOrO 3a00NCBaHus, 3) MCIUIIMHCKOS BMEIIATCIBCTBO HA PAHHEH CTaauU
OyaeT COACHCTBOBATh BBI3AOPOBICHHUIO MIIA,ICHLIA.

Mozy JAH A OMKA3AMLCA OM IMUX AHATU306?

B OonplpHCTBE INTATOB HMEKOTCS CHELHATIBHBIC 3aKOHBI OTHOCHTCIBHO 0OCICIOBAHHMS
HOBOpOXICHHBIX. B Maccauycerce BBl MOXKETE OTKAa3aThCs MO PEIMTHO3HBIM COOOpaskeHHsIM. B
3TOM CAy4ae BaM MPENIOKAT moAmucaTh opMy s oTKaza. Ita dopma OCBOOOKIACT BALICTO
JETCKOTO Bpaua OT OTBETCTBEHHOCTH 3a VIIEPO B pe3yabTaTe 3a0O0CBAHUS, KOTOPOS MOTJIO Obl
OBITH OOHAPYKEHO TTPU OOCIICAOBAHUH.

B kakoit hopme 6yoym npeocmasiiensl pe3yibmamsl AHAIU306, U KAK A YIHAI0, YMO
MOUL pebenok Hyscoaemes 6 0cobom jiewenuu?

PeaynpraTel aHamuza Bamero peOCHKA OYAYT HANPABICHBI B TOCIHUTAIb, TAC PEOCHOK POTUICS.
Croma OyayT BKIIOYCHBI PE3Y/IBTATBHI  BCEX OOSA3ATCNBHBIX QHANMHM30B W PE3YJIBTATHI
JOTIOJTHUTCIBHBIX ~ AHATH30B, KOTOPBIC ObLIM B3sAThl vy Bamero pedeHka (cM. paszaen
“MccaeqoBaHus 110 HOBBIM aHAIH3AM ) .

Kpome Toro, ecnmu pe3ympTaThl aHamu3a VKa3blBAIOT HA TO, YTO BameMy pebeHKy Tpedyercs
JOTIOJTHUTE/IBHASL MTOMOIIb (CM. HHIKE), TO 3TH CBCACHHS OYIYT NMECPSIAHBI B TOCIHUTANb, TAC
pOoAMIICA Ball peOCHOK, UK BALIEMY JACTCKOMY Bpady.



Mue nozeonuiu u ckazaiu, 4mo moemy pebeHKy Heo0X00uMo 6MOpUHHO cOanb
AHAIU3L. O3nauaem 1w Mo, 4mo y Moez0 pedeHKda umeemcs Kakoe-iupo
3a0o01eeanue?

He Beerga. CymecTBYIOT HECKOIBKO MPHYWH, MOYEMY Ball JSTCKUH Bpad MPEAI0KHII IOBTOPHO
B3ATh aHAIN3. BOT HEKOTOpBIEC M3 ATHX TIPUUHH!

HeynosnerpoputenbHass mnpoda: KpoBH OKazaloCh HEAOCTATOYHO,  YTOOBI
BBITIOJIHUTh HECOOXOAMUMBIC aHAMH3bI, HIH Mpoda HE MOAOLIA MO KAaKUM-THOO APYrUM
MIPUYUHAM.

“CaumkomM paHHsasa” nmpoda: cciau npoba KPoBH ObUIA B3STA PAHBLIC, YCM uepes 24
yaca MOC/C POKJACHHA Baliero peOcHKa, HEOOXOAMM MOBTOPHBIA AHAIH3 KaK MOXHO
cKkopee, 4ToObl HE YINYCTUTh Kakoe-nubo 3abojeBanme. Camoe ydinee Bpems s
oOHapyxeHusA Mexay 24 u 72 yacaMu mocie POXKACHHUS.

AHOMAJIbHBIH Pe3yJIbTAT AHAJH3A: AHOMAIBHBIN PE3y/IbTAT AHAIN3A O3HAYACT, YTO
€CTh 8ePOsSMHOCL TIPUCYTCTBHS 3aboneBanmsa. Eciu moBTOPHBIN aHANMHM3 yKa3kBACT HA
TO, YTO HCOOXOAUMO JOIOIHHUTEIBHOE OOCACIOBAHUE, TO 00 HTOM HEMEIICHHO COOOIIaT
BAIIEMY JETCKOMY Bpady.

Hpumeuanue: Y nete#l, pOIMBIIMXCA MPEKACBPEMCHHO WM C HH3KHM BCCOM, YaIle
HAOTIONAIOTCS AHOMANBHBIC PE3YJIbTATH AHANHU30B TMEPBOM MPOOBI KPOBH, HAKE HMpU
omcymemeui 3a007CBaHUA.



JOHOJIHUTEJIBHOE OBCJIEJOBAHUE

Hay‘lele UCCTE008AHUSL RO HOBBIM MECAM (QKCI'lepMMeHthleble MCCJIeOOGaHM}l).'

MaccadyceTckuil  IemapTaMeHT 3IPABOOXPAHCHUS MOXKET YTBEPKAATh MPOBEIACHUC
HAy4YHBIX HKCCICAOBAHHH MO HOBBIM TEeCTaM B paMkax mporpammel  “O6cacaoBaHue
HOBOPOXKJICHHBIX , & TAKKEC PYKOBOAWUTh UMH. HaydHbIC HCCICIOBAHMS MO HOBBIM TECTaM, Tak
HA3bIBACMBIC OKCIICPUMCHTAJBHBIC HCCACAOBAHUS, MPOBOJITCS B TOM  C/Ivyag, KOraa
JCTIAPTAMCHT 3APABOOXPAHCHUS CUMTACT, YTO OHHU CMOTYT IIPHHECTH O3y KAaK YACTHBIM
JUIAM, TaK U 3IPABOOXPAHCHHUIO B LIECTIOM. V gauie2o pebenxa He OyOoem 63ama OONOIHUMENbHAS
npoba kposeu, TEM HE MECHES STH aHAJU3bI MPOBEPST €ro Ha Psia 3a00JCBAHUN B MOMOIHCHHH K
00s3aTCIBHBIM aHAIN3aM, KOTOPBIC OBLIN OMUCAHBI BHIIIE.

PesyabraTel  OKCOCPUMEHTAJIBHBIX  HCCACAOBAHMA  BXOAIT B 3aKIIOUCHHUC,
MPEIOCTAB/SIEMOE TI0 OOsM3aTCMBHBIM aHaInM3aM 00CacAOBaHUs. Tak K¢ Kak U B Caydae ¢
00s3aTeIbHBIMH AHATHM3AMH, €CTH y PEeOCHKA aHOMAbHBIM PE3yIbTaT, TO BAll JCTCKUA Bpad
COBMECTHO € COOTBCTCTBYIOIIMMH CIICHHAIUCTAMU HA3HAYUT 0CO0O0C JICUCHUE, HEOOXOAUMOS
BaleMy peOCHKY.

Kaxue IKCnepumenmaibHole UCC1e008AHUS npoeod;zmc;z 6 Hacmosiee Gpe.M}l?

Haumnag ¢ 1 deppans 1999, B pamkax nporpamMmbl TPOBOAATCH ABA 3IKCIICPUMCHTAIBHBIX
HCCIIEIOBAHU 110 HA3BAHUEM:

e OxcmepuMeHTanbHoe mccaeaoBaHue Ne 1: “O0caenoBaHHE HOBOPOXKIEHHBIX HA NPU3HAKU
KHUCTO3HOrO (hrbdposza’.

e  OkcmepuMeHTaabHOE ucciaenopanue Ne 2: “O0caenoBaHue HOBOPOXKACHHBIX Ha 19 apyrux
HapVIIEHUH 00OMEHA BEINECTB .

Ilouemy obcnedosanue HOBOPONCOCHHBIX HA Kucmosnolii (Guopos u npouue Hapyuwienus
oOmeHa eeujecme Npedazaromcs 8 pPAMKAX IKCHEPUMEHMATbHBIX UCCIE006AHUN U He
8X0051M 8 0ecAMKy 0oe3neil, nposepsemsvix 8 0013amelbHOM ROpsOKe?

CyIIecTBYIOT TPH OCHOBHBIC ITPHUYMHBI

1. YrtoObl OLIEHUTH BAKHOCTh OOCICIOBAHHUS HOBOPOXKIACHHBIX B JC/IC OKA3AHHUS MCAULIMHCKOM
MOMOIIM HA PAHHEH CTAJHH B CIyUaAX CEPbE3HBIX 3a00ICBAHUH .

2. YtoOBI BBISCHHUTE, KAKOB MPOLICHT 3THX 3a0o01eBaHni B Maccauycerce.

3. YroOwl OLICHUTHh TOYHOCTH TaOOPATOPHBIX AHATU30B, HCIOIB3YEMBIX Il OOCICIOBAHUS HA
3TH 3a007ICBaHU.

Kasicovtii 1u  HOBOPOMHCOEHHBIE MOMCEM YUACMBOBAMb 8 PAMKAX IKCNEPUMEHMATIbHBIX
uccieoosanuii?

Ha, xaxxapIii HOBOPOXKACHHEIN, MPOXOMLIIINN 00sg3aTenbHOE 00cneaoBanue HaunHasd ¢ 1 despans
1999 roaa, MosKeT OBITH 3aMKUCAH HA YIACTHUE B 3TUX HUCCICIOBAHMSIX .



Mozy 1u 1 omkazamocs om yuacmus 6 0OHOM WU 08YX UCC/1e008AHUAX?

Ha. Bbl Moxkere mo mo00H MpUYMHE OTKA3aThCsl OT y4acTHs Ballero peOeHKa B OTHOM
WIN JIBYyX SKCIIEPUMEHTAIBHBIX HCCIENOBAHUAX. ECIIM BBl OTKakeTeCh, TO Ball pedeHOK
BCE PaBHO mpoiiner obs3arenpHOe oOcnenoBanne Ha 10 3aboneBaHmii.

Kak 3anucamoca na smu ucciedosanusn? H KaKkoe nopaook omkaza om yiacmus @
uccieoosanuax?

IMocne poskmeHusi Bamero pebeHKa Bac CHPOCAT, MOJYYMJIM JIM Bbl 3Ty OpOIIIOpY,
conepkamy WHPOPMALHIO 00 OKCIEPUMEHTAIBHBIX WCCIEIOBAHUAX. 3aTeM Bam
MpeIokKaT MPOBeCTH O0CenoBaHNe Bamero pebeHka Ha 3a00JieBaHUSI B paMKaxX JBYX
SKCIIEPUMEHTAJIBHBIX I/ICCHGI[OBaHPIfI.

Buumanue! Bac nonpocsim oams omeem 00 omnpasku npodvt Kposu eauie2o pebenxa 6
nabopamopuro®. Bam oTBeT MOSBUTCS Ha OaHKe, MOATBEpKAaroieM cOop mpoObl st
obcnenoBaHuss HOBOPOKAEHHBIX. [locne 3aHeceHWs Baliero OTBeTa B OJaHK cOopa
npoObl KpOBH Bamiero pebOeHka, BaM JaAyT Ha xpaHeHHe konmtoo. Hmwke mpuseneH
obpazeny Takoro Omanka. (IIpumeuaHuwe: BBl MOXKETE€ NPOUUTATH 3Ty OpOIIIOPY B
NepeBo/ie ¢ aHMIMHCKOTO si3blka. OHAKO KOMHs OTAAHHOTO BaM Ha XpaHeHHe OyaHka
Oyner Ha aHTJIMICKOM SI3BIKE. )

*

TIpobwl bepymes meowcoy 24-72 uacamu nocie posicoeHus, unn 00 SuINUCKH U3 2OCHUMANA, eClil 6bINUCKA COCHOINAcy panee 24
yacos. Umobul usbedcamo OMCpouKu 00a3amenbHo20 obcredosanus saueco pebenxa Ha 10 saboresanuti, npoba Kposu OONHCHA
OLimy He3aMeONUMENLHO 63MA U OMNPAGNEHA HA aHATU3.

POJUTEJNBLCKAS KOIIMA

Orka3 oT
MET

OTKas OT

LAB ID # 100001 Ko

VM PEBEHKA (bavmomra) ()

YBaxcaeMbI# poIuTeIb!

OTOT GJIAHK SIBJIIETCS IOKYMEHTOM, B KOTOPOM YKa3bIBaeTcsl, ITo HeGobIIast Ipoba KPOBH ObLIa B3ATa Y BaIlero pebeHkKa
UL TIPOBeIeHHS 00s3aTeIbHOT0 00CTIeJOBAHHS HOBOPOXKISHHBIX. DTa 00s13aTeIbHAs IPolielypa FapaHTHPYET, UTO Balll peGeHOK
npoaeT obcIeoBaHNe IO KAXKIOMY U3 JeCATH H3JIeUHBAaeMBIX 3a00JIeBaHUH cOTJTacHO ykasaHHAIM MaccadyceTcKoro JemapTaMeHTa
3/[paBOOXpaHSHHUSL

Kpome Toro, 5ToT O:1aHK BKJIIOYAET BAllK YKa3aHHS JJBI poJ/IoMa/TlefHaTpa OTHOCHTE/ILHO BANIUX PeIleHHH 1o
JIOTIOTHHUTEIBHBIM aHaJIH3aM (HCCIIeAOBAaHHUS, IPOBOTUMEIE 3/]paBOOXPAHEHHEM), KOTOPbIS JTOCTYIIHBI BCeM HOBOPOIKCHHBIM B IITATe
Maccauycerc.
. Ecim Ha BameM Onanke Gyzet crosth X B rpade “otkas or KO, pam peGenok HE Gyer npoBepaThesi Ha KUCTO3HBIN (HUOPO3.
. Ecim na Bamem Gnanke Gynet croath X B rpade “otkas or MET”, Bam peGenok HE Gyner npoeepsithest Ha 19 qpyrux BUIOB

HapymeHHH oOMeHa BEI[eCTB.

Hogas nporpamma B HoBo#t AHIIHH 1o 06cief0BaHAIO HOBOPOXKACHHBIX IPH MEAUIMHCKOM (akyIbTeTe MaccadyceTckoro
VHHBEpPCHTETA NIpe/JIaraeT HOHBIH CHIeKTp YCIYT 1o 05C/IeoBaHAIO HOBOPOKICHHBIX, KaK YKa3aHo B Bamel Gpomiope “OTBeThI Ha
HamboJee TacTo 3a/jaBaeMble BOLIPOCH 06 00¢IeJ0BAHUH HOBOPOXK/ICHHBIX .

IIpoepamma Hosoti Anenuu no 06eredosaniiio HO6oPpO#OeHHbIX, MeduyuHekuil gaxyromem Maccauycemexozo ynusepcumema
Aopec: 305 South St., Jamaica Plain, MA 02130  menegon: (617) 983-6300
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Kaxkue obugue npeumyujecmea u KaKoé pucKk y4acmus 6 UCC1e006aAHUAX?
Bosmoxcnvie npeumywecmsa

e Hawubonee Ba:KHBIM MPEUMYIIECTBOM JJIsl BaIIero peOeHKa sSIBJISIETCS:
Ecnu Bam pebeHok umeeT 0HO 3 3a00JieBaHUH, BKIIFOYCHHOE B UCCICIOBAHUS, TO
MOSIBUTCS. BO3MOKHOCTb PaHHEW NUArHOCTHKH 3a00JIEBAHUS M COOTBETCTBYIOLIETO
MEIUILIMHCKOTO BMEIIATENIbCTBA.

e K mpounMm mnpemmymiecTBaM OTHOCSITCS Baile COOCTBEHHOE YAOBJIETBOPEHHE OT
CO3HAHUA TOTO, YTO Bbl IOMOraeTe OTBETUTb HAa Ba)KHbIE BONPOCH], KOTOPbIE MOTYT
MOMOUYb APYTUM AETSM.

Bosmooicnutit puck

Kax mpu 1r060M TecTUpOBaHUH, 3TOT aHANU3 OyIeT MMETh OJIWH W3 JIBYX BO3MOKHBIX
pe3yJbTaToB: y Bamero pedeHka HOPMAJIbHBIA WIIM aHOMAJbHBIH pPEe3yJbTaT aHaIH3a.
Kasknpiii U3 5TUX IBYX pe3yJbTaTOB HeceT B cebe CBOH COOCTBEHHBIH PUCK, KOTOPBIMA
BaM CJIEAyET NPUHSITH BO BHUMAHHUE.

o Ecnu y Bamero peOeHKa aHoMansHblil pe3y1smam aHAIu3d, eCTb BEPOSITHOCTb TOTO,
9YTO Baml peOEeHOK B AEHCTBUTENILHOCTH 3I0POB U HE MMeeT 3abosieBaHus. UToOBI
yOeauThCst B 3TOM, Balll AETCKUI Bpad MOXKET MOPEKOMEHIOBATH JOMOJHUTEbHOE
TECTUPOBAHKE. DTUM 3aMETCS CIIELUAHNCT, KOTOPBIH, BEPOSITHO, BO3BMET Y BAIETO
pebeHka MOMONHUTENbHBIE TPOOBI (OOBIMHO KPOBH WM Mouu). JlOomoNHHUTETBHOE
TECTUPOBAHKE MOXKET 3aCTABUThH BAC BOJHOBATHCS, UTO SIBJISIETCS] OOBIYHON peakiueit
Ha MOJIyYeHHE Pe3yJIbTaTOB aHAJIHM30B B paMKax Jioboro obcnenosanus. Ecim mocne
JOTIOJTHUTENIbHBIX aHAJIN30B Bbl MOJYYUTE PATOCTHBIE BECTH, YTO Y BaIIero pedOeHKa
HeT 3a00JieBaHUs, TO B MEIUIMHCKYIO KapTy Bamero pebeHKa aBTOMATHYECKU
JOJIKHBI OBbITh BHECEHBI W3MEHEHUs, OJHAKO Bbl HMMEETE€ BO3MOYKHOCTb JIMYHO
yOeauThCst B TOM, 9TO 3TO ObLIO CAENAaHO.

e Ecmu y Bamero pebeHKa HOpMAIbHbI pe3yibmam aHANU3A, BCETTA CYINECTBYET
BEPOSITHOCTb TOTO, 4TO y pedeHka ecTb 3abonesanue (T.€. O KAKOW-TO MPUYHUHE
3aboseBanne He ObLIO OOHApy)XKeHO BO BpeMsi oOciemoBanusi). Ecim Obl Bpaun
MOJIATaJIMCh TOJBKO HA PE3yJbTaThl 0OCIENOBaHMS IJIsl AMATHOCTUKU OONe3HeH, To
3TO MOIJIO OBl OTCPOYUTH paHee METUIMHCKOE BMEIIATeIbCTBO.  JTOT PHCK
CYIIECTBYET ISl BCEX BHIOB OOCIENOBAaHMS, BKJIIOYAs HOBBIE TeCTHl. B moOom
ciy4ae, eciu 6aui pedeHOK Kadxicemcst He300pO06biM, Bbl JOJUKHBI MOTOBOPUTH C
JIETCKUM BPadyoM KaK MOXKHO CKOpee.

TI'0e 51 mozy 6o1ee nodpobno y3nams 06 IKChEPUMEHMAIBHBIX UCC1e008AHUAX?

Cum. cregyromwmii paspen “JlomogHutenbHass WHGOpPMAIUS ISl POAUTENICH, KOTOpPBIE
XOTAT O0tee MoaPOOHO Y3HATH O 2-X HKCIIEPUMEHTAIbHBIX NCCIETOBAHUSIX .
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HonoauuteapHas uaopManus st POAUTEICH, KOTOPBIC XOTAT 00J16¢ MOAPOOHO Y3HATH 0 2-X
SKCTICPUMCHTAIBHBIX UCCICIOBAHUIX

DKCIICPUMCHTAIBHOC UCCacAoBaHHE Nel:
00CIIe10BaHIE HOBOPOIKICHHBIX HA TIPH3HAKH
kucTo3HOTO (hrdposza (KD):

Ymo maxoe Kucmo3znstii puopos?

Kucrozneiit  ¢ubpoz - 910 OMHO U3 HauOonee
PacIpoCTPaHEHHBIX OITaCHBIX HACIIE/ICTBEHHBIX
3a0oneBanuil y gereil. OHO HaOImIOJaercs y BeexX pac.
Jletn ¢ KHCTO3HBIM QHUOPO30M POXKHAIOTCS C 3THM
3a00lleBaHUEM, OJHAKO YacTO BHUJUMBIE IIPU3HAKU
00Ne3HH HE IPOSBIIHOTCS B TEUCHHM HECKOJIBKUX
HeJlelb, MECSIIEB WIH Jiaxke 1etT. J{is sToro 3aboneBaHus
XapaKkTepPHO BBICOKOE COJIEPKAHME CONU B CEKPEIMSIX
opraHmsMa, OCOOEHHO B JIETKMX U IIOJIKEYIOUHOH
xKerese. Y HEKOTOPBIX TIOJEH IIPU3HAKY IIPOSIBIBIOTCS B
OCHOBHOM B JIETKHX, VY JPYIHX - B CHCTeMe
[MITIeBapeHys. B Jlerkux  JpIXaTenbHBlE  IIyTH
OIOKUPYIOTCS U HAIIONHSIOTCS OONBIIMM KOITHYECTBOM
GakTepuil. OTO BeleT K XPOHHYECKUM HHQEKISIM,
TIOBPEIK/ICHUIO JIETKUX U CMEPTH B Pe3yIbTare JIErOYHON
HEJIOCTATOUHOCTH. B IIO/KENyJIOUHON >Kenese, KOorja
IIPOTOKK 3aCIIOKUPOBAHBI, B KHITICUHUKE HaOIIOAaeTcs
[oTeps IMITIEBAPUTENBHBIX DBH3UMOB. OJTO BeJeT K
BBI3BIBAIONIEMY OIlACEHUE PACCTPOHCTBY IHMINIEBAPEHUS.
MemamHcKoe JeyeHue MOKeT BKJIIOYATh
He3aMeUTUTENBHYIO 3aMeHy IIUITIEBAPUTEHHBIX
(epMEHTOB, HCIIONB30BAHIE aHTUOMOTHKOB U CTPOrOe
HaOIIIoJICHHe. JTO MOXKET YIYUIIUTh O0Iee pa3BUTHE U
OT/IaJICHHbIE PE3YIbTAaThl Y STHUX IAIUEHTOB.

Kakoea eeposamuocmo mozo, 4mo y moezo pedenka
oyodem Kucmo3nstii puopos?
B Maccauycerce npubnuzurensHo v 1 uz 3,000 jgereit
HUMeeTcs KUCTO3HBIH Gubpos.

Karoea uenn IxcnepumenmanvHuIx uccie0oeaniii?

OTO HCCIeOBAaHUE COCPEJIOTOUUTCS Ha  pa3paboTke
camMoro  3(QQEKTUBHOTO  aHalWM3a I PaHHETo
oBHapykeHusI KUCTO3HOro Gulpo3a y HOBOPOXKIECHHBIX.
V sauezo pebenra ne 6yoym 6pame OOnomMHUMENLHYIO
npoby rpoeu. CHUCTEMa TECTHPOBaHUA OyJIeT CXO0Xa C
nogo00HOM crcTeMol B BuckoHcHHe, T'ie OBIIM HadaThl
SKCIIEPUMEHTAllbHBIE  HCCIeJoBaHMs. B mporecce
oOcnesoBaHus, Ipoda KpoBH Bariero peGeHka Oyaer
CHauajla IIPOBEPSTHCS Ha O€NOK B IIOJKEIYIOUHOMH
xkenesze (IRT). Ecnmm aHanmus mokaxer, yTo y BaIllero
peGenka ypoBeHb IRT BhIle HOpManbHOro, Ipoda
KpoBU Bamiero peleHka OyJeT IIpOBEpsThCS Ha
criermduIecKue 0COOEHHOCTH JIHK (DNA),
XapakTepHele Uil kucrozHoro  ¢ubposza. Ecmm
oCHapyxwurcd npusHak JIHK B npobe Baiiero pebeHka,
TO  TIEPCOHAT  IIPOrpaMMbl IO 0OCIIEIOBAHUIO
HOBOPOXK/ICHHBIX CBSDKETCS C JJETCKUM JICUaIl[UM BpayuoM
U cooOIUT pe3ylbTaThl aHaIM3a. 3aTeM Ball JEeTCKUH
Bpay CBsDKETCS ¢ BaMU M HAIIPaBUT Balero peGeHka K

12

CIIEIMATUCTY TI0 KHUCTO3HOMY ¢ubpo3y. Crenyanmict
BO3bMET aHAJM3, YTOOB! YOSMTHCS B TOM, UTO Y BaIllero
pebeHKa JeHCTBUTENTFHO UMeeTCs] KUCTO3HBIH Gubpos.

Byoem nu cucmema mecmuposanusn ¢ Maccauycemce
MouHo maxoii jice, Kax ¢ Buckoncune?

Her. Ilo oOmieHaIMOHAIBHBIM W MaccayyCeTCKUM
JIAHHBIM, COOpaHHBIM (GOHJOM IIOMOIM  GOIBHBIM
KUCTO3HBIM ~ QUOPO30M, aHalU3, WCIONB3YEMBI B
BuckoHcHHE MOXET IIPOIYCTUTH BBICOKMH IIPOIIEHT
clIyyaeB JieTel ¢ KUCTO3HBIM (GUOPO30M, HaOIIO[aeMbIX
B Maccauycerce. TecTupoBaHHe, IIPOBOJUMOE B
Maccauycerce, COCPEJIOTOUMTCS  Ha  OOJbIEeM
Kol4ecTBe Iokaszareneil npusHakoB JIHK. B To Bpems
kak  Buckoncmmckuit  amamm3  3d¢dexTHBeH B
Buckoncune, B Maccauycerce TpeOyercs aHalu3,
KOTOPBIH Ol OBl O0Jiee BOCIIPUUMYHBLIM JISI PACOBOTO
u STHHUYECKOIO MHOTr000pasus HaceNeHNs
Maccauycerca.

Bce s demu, yuacmeyionine ¢ ucciiedosanus, oyoym
mecmuposamoca na npusHaku JIHK kucmosnozo
Juépoza?

Her. Mbl iaHupyeM TeCTHPOBATh OJHOIO U3 JIECSTH
mitajeHrieB Ha npr3naku JIHK xuctosHoro ¢putposa.

Bce nu demu, yuacmeyouiie 6 UCCIE006anil,
00IHCHBL HPOXOOHMD 00CIed06ane y CHeUHAUICHIA
no KucmoszHomy (uoposy?

Her. Ecu Bamt peGeHOK ydacTBYeT B UCCIIEOBAHUH, TO
BEPOSATHOCTH TOT'O, YTO Balll peGeHOK Oy/leT HallpaBiIeH K
CIIETMAIKCTY TI0 KUCTO3HOMY GHOPO3y, PaBHA IIPUMEPHO
0,3%, wm 3 k 1000.

Ecnu moii pebenox nanpasien Ha obciedosaniie K
CRenaucmy no KUCHMOo3HOMY Qubposy, oznauaem
JUL IO, YIMO Yy MOez0 pPefeHKa ecmv KUCHO3HbI
Juopos?

He obssarensro. Tompko omuH u3 5-6 MIaJCHICB, YbH
PE3yIIBTaThl aHATM30B YKa3bIBAIOT Ha HEOOXOUMOCTH
HAIIPaBICHUS K CIIEIUAIUCTY TI0 KUCTO3HOMY GuOpO3y,
Kak IpaBIIo, Oy/IeT ¢ KUCTO3HBIM GUOPO30M.

Ecnu moil pebenok oOydem o00HUM U3 mex, KOmy
HeoOxe0uMa  KOHCYTomauuA  cheyuamucma no
KUCHO3HOMY Pubposy, z0e a mozy Halimil MAKOZ0
cneyuanucma?

Bam jetckuif Bpad momokeT BaM. CIEIUAIHCTHI 110
KHUCTO3HOMY (GHUOpo3y MPUHUMAIOT B IITH TIEHTpax,
3aHUMAIONAXCS BOIIPOCAMH  KUCTO3HOTO ubposa B
Maccadycerce. DTH IIeHTPHl O(MITHATLHO Ha3HAUCHBI

doHOM 1O  BompocaM  KUCTO3HOrO  (ubpoza
[IPEIOCTaBISITh  IONMHBIM  CIEKTP JUarHOCTHYECKUX,
KIIMHUYECKUX W aMOylIaTopHbIX  yeuyr.  llare
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BceMy IITaTy: Tpu - B bocroHe, oguH - B Bycrepe
(Worcester)u ommu - B Cropunrdumsae (Springtield).
CorpysHuku  mporpamvmbl  Hopoit  AHDNIMM 11O
00CIeIOBAHUIO HOBOPOK/IEHHBIX PAbOTAlOT CO BCEMHU
STUMHU IIEHTPaMU U JIETAIOT BCe BO3MOXKHOE, UTOOBI 00
yeayrax, IPeocTaBIsieMBIX STHMM IIEHTpaMH, 3Hald
BCE HYK/JAONHECS B HUX CEMBU.

Houemy mensa cnpamneaiom o moem perenun?
Pazee demckuil epau moezo pebenxa He 3naem?

Ectp Bce ocHOBaHMS MpeIonarath, YTo 3Ta IporpaMma
MOKET JIaBaTh XOPOIIHME Pe3yIbTaThl (aHAIU3Bl JAloT
TOYHEIE TIOKa3aHws ), u TIPUHOCUTD TIONTB3Y
(TIpenMyTIiecTBa paHHeTo MEJTUIMHCKOTO
BMeEIIATEIhCTBA TIEPEBEIMBAIOT BO3MOXKHBIA  PHCK).
Ommako 70 Tex Top, Toka  oOcieqoBaHue
HOBOpOXKJIeHHBIX Ha K® He craHeT o00s3aTeNbHBIM,
COBEMATENbHBI KOMUTET TIpeAIoNlaracT IPOBECTH
WCCIIEJIOBAHIIS, KaK 3aCTaBHUTh ATy IIporpaMMy Hanbomee
sppexTrBHO paGotaTh B Maccauycerce. Bac
CIIPaNMBAIOT KaK POAUTENS, XOTHTE JIK Bbl YIacTBOBAThH
B 3TOM “DKCIIEPUMEHTAIBHOM HCCIENOBaHUN . MBI
o¥kujIaeM, ITo GONMBIMHCTBO POJUTENCH 3aX0TST, YUTOOBI
WX JETU TPONIIM ATOT TECT, HO MBI IOHUMAeM, HUTO
HEKOTOPBIE POJUTENH MOTYT UMETh JIMIHBIE TIPUIHHEI 1
OTKazaThbcsl OT YYacTWsi B SKCIHEPUMEHTAIHLHOM
nccienoBanvy. [losToMy Bam, a He Bpady, MpeIararoT
cJienarth BBIOOP.

JKcHepUMeHTAIbHOE HccaeIoBanme Ne 2:
o0cenoBane HOBOPO:KIEeHHBLIX Ha 19 apyrmx
HapyIeHnii 06MeHa BenecTB.

Moznu 6b1 6b1 Ho1ee nOOPOOHO paccKazamv 0 HIOM,
umo crooa éxooum?

3aloneBaHus BKIIIOYAIOT B €05 pa3IUUHbIE COCTOSHUS
3/I0POBBSI, KOTOPBIE TIPUBO/IT K HAPYITICHHUIO
XUMHYECKOro 0ajaHca B OpraHu3Me. JTH 3a00IIeBaHUs
MOTYT IIPUBECTH K PBOTE, IIPOSIIEMaM C CONICBBHIM U
BOJIHBIM OalaHcoM, IpodiaemMamM OOIIEro pa3BUTHL
pebeHKa WK Jaxke KOMaTO3HOMY COCTOSIHUIO M CMEPTHL.
B Hacrosmiee BpeMst kakue-To 3a60TIeBaHUS JTyHITIE
TIOJIIATOTCSI JISUEHUIO, KaKe-To Xy»ke. Pe3ynbraTet
TICUSHUS] MOTYT KOIeGaThCs OT XOPOIHX JI0 TNIOXUX U
YACTHYHO 3aBUCAT OT TOTO, KaKOH Bpel ObIT IPHHIMHEH
JIO HAYaja JISUCHUSI.

Hexoropsle 3a001eBaHus y JieTel CBSI3aHBI ¢
rpoGIeMaMy 3aMEHbI KUPOBBIX OTIIOKEHUIT Ha KUCIOTHI
JKUPHOTO PsiJia, KOTOPBIE UCIIONB3YIOTCS KaK HCTOUHUK
sHeprud. Ha3zpanust 3TuX 3a00NeBaHUil, CBSI3aHHBIX C
JKUPHOH KUCTIOTOH, HAUMHAIOTCS ¢ OYKB, KOTOPBIE
COOTBETCTBYIOT Pa3Mepy KUPHBIX KUCTIOT, UMEIOTIXCS
B XFIMHUECKOM JicOanaHce, HarpuMep, S (kopotkas), L
or LCH (ummuHast), VL (o4eHs mivHHAas), or M
(cpenmsis). BeposSTHOCT MOSBICHUSI KOPOTKUX K
JUTMHHBIX TUIIOB B COBOKYITHOCTH HaOIIOJa€TCsl TOIBKO Y
ojHOro pedeHka Ha 30.000 HOBOPOKIECHHBIX, U OHH
MEHee U3yUeHbl, UeM BH/] 3a00JI€BaHMs C JKUPHBIMU
KHUCIIoTaMu cpejiHero pazmepa (MCAD). Temnepp
3aboneBanre MCAD BKIIIOUEHO B 00sI3aTENIbHOE
obcnenopanue. OJTHAKO CYIECTBYET J0KA3aTENBCTBO
TOT'0, UTO BCE BHUJIBI STUX 3a00JIeBaHUN MOKHO JIEUUTh
OJTHIMH M TEMH K€ TUIIAMU JIUET, TIPUMEHSIEMbIMU IIPU
MCAD.
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B opranmsmMe Genxu ITOCTPOEHBI U3 aMUHOKHCIIOT.
HexoTopele u3 5THX aMMHOKHUCIIOT Y4acTBYIOT B
o0pazoBaHUU psjia 3a00I€BaHNI, BKIIIOUCHHBIX B
oOcrnenoBanre. Harpumep, ripu 3a00II€BaHUA IO
Ha3BaHUEM miupo3uremus (fyrosinemia) mun I unu
muposunemus mun I, IMeeT MECTO HapyIlleHHue
aMUHOKHCIIOTEL MUpO3uH. ITO CBSI3aHO C OTKA30M B
paGote nieueHH (Tipu TIte 1) wim mpodiieMamMu co
3peHHreM, Koxkel Wiy oOnmM pa3ButueM (1ipy ture 1I).
IIpeanaraemoe nedeHre MOXKeET OBITE OT CIIEIAAIIBHBIX
quet (st tuna [ v IT) 1o nepecajiku eueHy (Juist
Tura ). Jlpyrue 3a0oneBaHusl, CBSI3aHHbIE C
aMMHOKHCIIOTaMH, HAa3bIBAIOTCS apeuHUHUMUS
(argininemia), argininosuccinic aciduria,
yumpyiunumus (citrullinemia) u cunopom “HHH” n
CBSI3aHEI ¢ TOKCHYIECKUM CKOIUIEHHEM aMMOHUS B KPOBH.
OTO MOKET IIPUBECTH K KOMAaTO3HOMY COCTOSIHUIO WA
cMepTH. Jleunrtes crieruanbHON JUETOH 1
CIIEIMAIBHBIMHI JIEKAPCTBAMU.

Hexoropsle apyrue 3aCoiieBaHysI BEI3BaHbI CKOIUIEHUEM
B OpraHU3Me OpTaHUYECKUX KHACTIOT, KOTOPhIE MOTYT
OBITH TOKCHYHBIMH. | [puMepamMu SBISIOTCS
nponuonosas ayudemus (propionic acidemia) unu
methylmalonic acidemia, isovaleric acidemia and
glutaric acidemias I w mun II. Ecmu He neunTh 5TH
3a00JIEBaHUs, TO PBOTA C ITOCTIEAYIOIAM
00€3BOKMBAaHUEM OPTaHW3Ma MOTYT IIPUBECTH K
KOMAaTO3HOMY COCTOSIHUIO ¥ cMePTH. CHMIITOMBI MOI'YT
TIOSBUTHCS Cpa3y B IIEPBHIE JTHU WM YePe3 MECHI] II0CTIe
poxJenus. JleueHune, kak IIPaBHIIO, COCTOUT W3 0COO0H
JETH] U CTIEIAANEHBIX MEJAIMHCKUX TIPETIapaToB.

Karxoea eepoammnocms mozo, umo y Moezo peoenHka
ecmb 00HO U3 ymux 19 zabonesannii?

M1 He 3HaeM, CKOIBKO MIajeHreB B Maccadycerce
uMeroT 5T 19 3aboneBanuit. 1IpoBojs 3TOT TecT, MbI
TpeJIronaraeM, 4YTO €XerofHo Yy 4-6 MaccadyceTCKUX
JieTel MOTyT ObITh OOHAPYKEHBI STH 3a00JI€BaHUSL.

Ymo oyoem uzyuamocs I3
IKCHEPUMEHMAIbHOIL nPOZpammol?

3aruraHUPOBAHO UCIIONE30BAHAE HOBOM TEXHOIIOTHH IO
Ha3BaHUEM TIOCIIEIOBATENbHAS MaccoBast
criektpoMerpus (tandem mass spectrometry), KoTopas
TIO3BOJISIET B3TIISIHYTh HA IIPU3HAKA U OIIPEJENUTh, Y
KOT'0 U3 MIIJICHIIEB UMEIOTCA 3a00IIEBaHMSL, KOTOPBIE HE
OBUIM BKIIOYEHBI B 00s3aTElIbHOE o0clejoBaHIe
HOBOPOXKJAEHHBIX. [cceoBaHUE ITOKaKET, Kak 4acTo
5TH 3a00I€BaHUs BCTPEYAIOTCA CPEAW  HAaceICHUS
MaccauyceTca, U SBISIETCS ITH TEXHOIOTHS IIPUTOJHOU
IS ATUX Teneit. V eautezo pebenxa ne 6yoym Gpamw
dononnumenviyio npo6y kpoeu. J[Ba THIIA TIPUPOJTHBIX
XUMHKATOB II0J] HA3BaHUEM aMUHOKHCIIOTHI U allIOBBIE
KapHUTHHBI OyIyT H3MEpeHBl B IIpoOe KPOBU BAaIllETO
pebenka. Ecnu 3ty BeriecTBa OyIyT HalJIeHBI B KPOBH
peGeHKa B HEOOBIYHOM  KOIMYECTBE, IIEPCOHAI
IporpaMMbl 110 OOCIENOBAHHAIO  HOBOPOKIEHHBIX
IIO3BOHUT BallleMy JETCKOMY Bpady OTHOCHTEIBHO
pe3ynbTaToB aHanmuza.  llocie dero jerckmii Bpau
CBSDKETCSI C BaMH W HAIPaBUT Ballero peGeHKa K
CIIEIMAINCTYy IO HapylIeHWIO OOCMEHa BEIIECTB.
CrienammcT IIPOBENET  JIOIIONHUTENBHBIE  AHAIU3EL,

pamrax



YTOOBI OIIPEJICIIUTE, JIEACTBUATENIHPHO JIM BaIll pe6eH01<
HMECT OJTHO U3 DTHUX 3a00JIeBaHUH.

Ecnu moemy pebenky nonadooumes Koncymaniis
CREUNAICING NO HAPYUIEHII0 00MeHa eenlecne, 20e
5 MOZy Haiimu maxozo cneyuaniucma?

Bam sierckuit Bpau momosker BaM. llepconan
nporpammbl HoBoit AHrImu 1o o0cieIoBaHuio
HOBOPOK/ICHHBIX COTPY/JHIUYAET ¢ TPYIIIOHN STUX
crienanucToB. COBMECTHBIMU YCHIHSAMU OHU
rapaHTUPYIOT, YTO UMEIOITHecs HOBEHITINE JJaHHbIE
Oy/IyT UCIIOIB30BaHBI IS JICUCHIS MIIAJICHIIEB C
3a00JIeBaHISIMU, BBISIBIIEHHBIMU ITOCPEJICTBOM STOI0
SKCIIEPUMEHTAIIBHOTO UCCIIEI0BaHUSL. Ecu pesyipTar
o0cre[oBaHus yKa3bBaeT Ha HEOOXOMMOCTh
KOHCYIIBTAITUH CIIETIHAINCTA, IIEPCOHAN IIPOrPaMMBL I10
00cIeI0BaHUIO HOBOPOK/ICHHBIX CleIaeT Bee
BO3MOXKHOE, YTOOBI Balll JIETCKUI Bpay y3HaI 00 3THX

yeIyrax.

Houemy mensa cnpawmmearom o moem peuienun?
Pazee demckuil epau moezo pebenxa He 3naem?

EcTh Bce ocHOBaHUS IIpeIoNaraTh, YTo 5Ta IIporpaMma
MO’KET JIaBaTh PE3YyNIbTaThl (aHAIM3HI JAI0T TOUHBIE
TIOKa3aHUs ), ¥ IIPUHOCHUTH TI0JIB3Y (IIPEUMYITIECTBA
PaHHEro MeJUIMHCKOI0 BMEIIAaTeNbCTRA [IEPEBENHBAIOT
BO3MOXKHBIN puck). Ho J10 Toro, xak s3To
JIOTIONTHUTENBHOE 00CIeI0BaHIE HOBOPOXK/IEHHBIX OyIeT
PEKOMEH/IOBAHO B KAUECTBE 00A3GMENbHO20 AHANU3A,
MaccauyceTckuii coBeImaTeIbHbIH KOMUTET 10
BoIpocaM 00cIIe/I0BaHUS HOBOPOK/ICHHBIX XOTeN OBl
TIONTYYUTh OTBETHL Ha CIEIYIOIIHE BOIIPOCHL:

e  Uycio miiajeHIeB B MaccadyceTce ¢ STUMU
3a00IeBaHISAMU?

e  Kaxkopa OyzieT 1oIb3a JUISL MIIAJICHIIER, €CTTH Y HUX
oBHapyxaT 3a00JIeBaHuUs TI0CPEICTBOM
IIPOTrPaMMBI T10 00CIIE[OBAHUIO HOBOPOXKICHHBIX?

e  Hackonpko ToueH aHaIu3, YTOOBI BBIIBUTH TOIBKO
TeX JIeTeH, y KOro UMeroTcs 3a00IeBaHus,
u36ekaB ONMMMOOYHBIX THArHO30B?

Bac cmpanmmBaror kak pogmTens, XOTHUTE€ M BB
y4acTBOBATH B 3TOM “SKCIEePUMEHTAITHHOM
ucciaegoBanyy’. MBI oXugaeM, 4YTO OOJILIIMHCTBO
pomuTeNelt 3aX0TAT, YTOOHI UX JIeTH HPOIILTH STOT TecT,
HO MBI TIOHMMaeM, HUTO HEKOTOPBIE POJUTENH MOTYT
WMETh JMYHbIe TIPUYMHBI U OTKa3aThCsl OT y4YacTHsI B
SKCIIEpUMEHTATFHOM HccieioBany. [lodTomy Bam, a
He Bpady, [IpeJyIararoT cieiaTh BEIOOp.
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Y menn ecmo nexomopsie npednodcenus unn zamedannn. Kax mne yoedumocs ¢ mom, umo mou 3ameuanus
0yoym npunamst Kk ceedenuio?

BaM ciiejfyeT HalpaBTIITh CBOH IMChbMEHHBIE 3aMeUaHus B TIOOOM M3 HIDKEYKA3aHHBIX KOMUTETOB HITH IIPOTPaMM, U
uX OyIyT paccMaTpPHUBAaTh B COBEIATENFHOM KOMUTETE TI0 BOIIpocaM 00cieJoBaHHs HOBOPOIKICHHBIX ITPH
JlenapTaMeHTe:

Chairperson (IIpeaceaTens)

Newborn Screening Advisory Committee (CoBematenbHbIii KOMUTET 10 BOIIpocaM 00CTIeTOBAHUS HOBOPOKICHHBIX )
Massachusetts Department of Public Health (MaccauyceTckuit femapTaMeHT 30paBOOXpaHEHIS )

250 Washington St.

Boston, MA 02108-4619

Commissioner of Public Health (I'maBa nenapraMenTa 3paBooXpaHeHIs)

Massachusetts Department of Public Health (MaccauyceTckuit femapTaMeHT 30paBOOXpaHEHIS )
250 Washington St.

Boston, MA 02108-4619

Director ([lupextop)

New England Newborn Screening Program (IIporpamma HoBoii AHrmu 1mo 06cief0BaHIIO HOBOPOIKIESHHBIX )
305 South St.

Jamaica Plain, MA 02130
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