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BbIABJIAEMbIE METOAOM HEOHATAJIbHOIO
CKPUHUHIA
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Poccuitickas meAnuUMHCKas akaaemus nocaeamnniomMmHoro o6pasoBaHus
E-mail: svet55sar@mail.ru

PaCCMOTpeHLI IIPpUYNHBI, KINHUYeCKHe IIPOABI€HUA,

IIPUHITUIIBI IeYeHN A 5 Hac/IeICTBeHHBIX 6oie3Hell 0OMeHa
BemecTB (()eHUJIKETOHYpPH:A, BPOXK/JEHHBIN T'HMIIOTHPEO3,
a/IpeHOTeHUTAIBHBII CUHJPOM, TaJIAKTO3eMHUA, MyKOBUC-
U703), KOTOPhIe BBIABIAIOTCA y HOBOPOXKJEHHBIX Me-
TOAOM 003aTeTbHOI0 CKPUHUHTA. IIPUBOAUTCA aJITOPUTM
JefiCTBUI MeJCeCTPhl IPU B3ATHU OOPAa3IOB KPOBH Ha
crenuajabHOe HCCIeNOBaHUe JJIA BBIABIEHUA HacJIeJCT-
BeHHBIX HapylIeHUI o6MeHa BeIlecTB.

Kntouesvle cnosa: naciedcmeennvle 3a60se8aHus, HeoHa-
MAaabHbL CKPUHUHE, 83amue Kposu Ha uccaedosanue, medcecmpa,
anzopumm deticmeuil.

HoBble reHeTHYeCKHe TeXHOJOTUU U METOJbI AUar-
HOCTUKY 3aCTaBJIAIOT IT€PeCMaTpPUBATh CTPATETUIO IIPO-
(UIAKTUKY, JeYeHUs U peabUIUTAalluM He TOJBKO
HaCJIeJCTBEHHBIX 3a00JIeBAHUI, HO U OIpeesIeHHOTO
KpyTa GoJie3Hell, 00yCIOBJIEHHBIX FeHeTHYeCKOU IIpe]-
PaCIIOIO}KEHHOCTHIO0. B COBpeMeHHBIN KaTasor 6oJie3Hen
BXOJUT 2,5 TBIC. HACJIE[CTBEHHBIX 3a00JIeBAHU, Cpeu
KOTODPBIX 3aMeTHOe MeCTO 3aHMMAIOT HacJe/[CTBeHHbIe
6oJie3HN OOMeHa BeIlecTB, KOTOPbIe, KaK IIPaBHUIJIO,
HMMeIOT TSKeJIble ¥ BO MHOTHX CJIy4asax (aTaabHbIe IIPO-
AIBJIEHU A, & TAK)Ke YaCTO BeIyT K MHBAJIMU3AIINY IeTell.
J11 MHOTMIX M3 9THUX 32060JIeBaHUI pa3paboTaHbI 3 dek-
TUBHBIE METOABI JUATHOCTUKY U JIEUeHU.

Hekortoprle HacyieAcTBeHHBIE 3a00JIeBaHUA IIPOAB-
JIAIOTCA He Cpasy IOCje POXKIEHUs, a IOCje Iepuoia
OTHOCUTEJFHO «HOPMAaJbHOTO» PAa3BUTUSA pebeHKa.
[eHeTUKM YTBEPKJAIOT, YTO IPHU POXKJEHUU IIPOABJIA-
eTCsI JINID 25% MaTOJOTUYeCKUX HaCJIeJCTBeHHBIX CHH-
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IpOMOB. UTOOBI BBIABUTH HACJIEJCTBEHHYIO IIATOJIOTHIO
B JIOKJIMHUYECKOM CTaAUU U 110 BO3SMOXXHOCTU PaHBbIIIe
Ha4aTh JIeYeHUe, UCII0JIb3yIOTCA Pa3Hble METOAUKH.

B coBpeMeHHOI MeIMLIMIHe [IJI BBIABJICHUA HAC/Ie]-
CTBEHHBIX OOJIe3HeH IIWPOKO IIOIb3YIOTCA MEeTOJOM
CKpUHHMHIA (OT aHIJ. to screen - IIPOCEUBATh).
CKPUHUHT - 3TO OBICTPBIHA, JOCTYIIHBINA, ITPUOIU3U-
TeJIbHBIN MeTOZ, 06C/IeIOBAHMA, TPIMEHAIOMMIC A
BBIABJIGHUS HYXKIAIIIUXCA B 0OoJjilee TOYHOU JHUATHO-
CTHKe MM nomMomy. CKPUHUHT MOXKeT MMeThb pa3Hble
IleJI¥, B 3aBUCIMOCTH OT KOTOPBIX OIIPe/IesIAI0T IPYIIIIbI
06cIIe[yeMbIX (II0 BO3PACTY, COCTOSHUIO 37[0POBbS, KOJIH-
4eCcTBY 00C/Ie[yeMBIX U [IP.) U TeXHOJIOTHIO ero IIpoBe-
nerus. OcoO6eHHO BeJNKA POJIb CKPUHWHIA HACJEe/CT-
BEHHBIX 0OJIe3Hell 00MeHa, TaK KaK TOJbKO paHHee HX
BBIAIBJIeHUE JlaeT BO3MOKHOCTb d(PPeKTHUBHO JIEUUTH
MaIIMeHTOB (MHOTZA TaKoe JIedeHe HAYMHAIOT C MOMeHTa
poxzeHus). MaccoBoe obciieoBaHMe JeTell B IepUO/,
HOBOPOXKJEHHOCTU HA HACJIeJACTBEHHYIO IIaTOJIOTUI0
nMeeT Ype3BbIUaliHOe 3HaUeHNe He TOJIBKO /IJI PaHHero
BBIABJIEHU 3TUX 60JIe3HEN I CBOeBPEMEHHOT0 JIeUeHU A,
HO U JJI IpeAyIIpeKIeHN PasBUTUA TKeJIbIX KINHU-
YeCKMX IOCJIe[CTBUMN, CHIDKeHU CMePTHOCTH, a TaKXe
JJ11 TPO(PUIaKTUKY NHBAJIUTHOCTH.

CKPUHUHT HOBOPOXJIEHHBIX C IIeJIbI0 BBIABJIEHUA
reHeTHYeCKUX 3a00JIeBAHUI B eBPOIENCKUX CTPaHaX
npuMeHs:AeTcsA y:ke MHorue rogpl. B CIIIA oH cymecTByeT
6ostee 45 jyeT. BriepBhle HOBOPOXKAEHHBIX TeCTUPOBAIU
Ha ¢peHUIKeToHypUIo (PKY). B Poccuu 3a mocyegHue
17 jleT HeOHATAJBHBIM CKPUHUHT IIpoBofuicsa Ha OKY
U BpPOXKAEHHBIM TUNOTHPeo3. B cooTBeTCTBUU
¢ HanmoHanbHBIM IPOEKTOM «30POBbe» U IMPUKA30M
Munsgpasconpa3sutusa PO ot 22.03.2006 r. N°185
«O MaccoBoM 006CIeOBAHNY HOBOPOXKIEHHBIX JleTell Ha
HacJIeICTBeHHbIe 3a00/IeBaHUI», BBEIEHO 00CIeZIOBaHIe
HOBODOXX/IEHHBIX ellle Ha 3 HacJeJCTBeHHBIX 3abole-
BAaHUA — a/[PEHOTeHUTAIBHBIN cuHAPOoM (AT'C), ramakTo-
3eMUIO0 U MYKOBUCIIAZO03.

[Tpu BBIGOpE UMEHHO 3TUX 3a00JIeBAaHUH JIJI MaCCO-
BOT0 00CJIeJOBAHWS HOBOPOXKAEHHBIX YINUTHIBAIN TAKHE
(PaKTOPBI, KAaK UX YACTOTY B NOMYJIALUM U TAXKECTDb KJIU-
HUYeCKUX MPOABJIeHUN (YMCTBEHHasA OTCTaJIOCTh, CJe-
II0Ta, 3aflep>KKa POCTa U [p.), @ TAaK)Ke HaJu4yue IIPOCThIX
U JOCTOBEPHBIX METONOB AUATHOCTHKH, JOCTYIIHBIX
1 3G EeKTUBHBIX CPEJICTB JIeUeHUA.

deHUIKeTOHYPUA — HACIeACTBeHHOe 3a60JIeBaHue,
B OCHOBe KOTODOTO JIE)KUT HapylleHue oOMeHa aMHIHO-
KHCJIOTHI peHUJIaJIaHNHA, BBI3BAHHOE HeIOCTAaTKOM (ep-
MeHTa, HeOOXOZVMOIO JIJI ee HOPMaJIbHOI'O pacluerl-
seHus. [IpOSYKThI He3aBepIIeHHOr0 0OMeHa, HaKaIlJIu-
BasACh B KPOBU U CIMHHOMO3TOBOM KUJKOCTHU, BBI3BI-
BAIOT IOpa)keHVe HepBHOU cucTeMbl. YactoTta OKY
CpeJyl HOBOPOXKAEHHBIX B Pa3HBIX CTPaHAX KOJIeGIeTcs
or 1 Ha 5000 mo 1 Ha 10 ThIC. (B Poccuu - 1:6950).
Cumnromsl OKY npoABiA0TCA B paHHeM Bo3dpacTe. [Ipn
POXIeHUU peOeHOK BBINIAUT 3[0POBLIM. IlepBble mpu-

3HAKU KJIACCUYeCKOou (GopMbI 60JIe3HU MaHU(PECTUPYIOT
B BO3pacTe OT 2—-6 MeC — KaK IIPaBUJIO, 3TO BAJIOCTD, Oec-
TIOKOMCTBO, CPBITIBAHUA, MbIIIIeYHA A TUIIOTOHU S, CYZ0-
poru, MIPU3HAKU aJIJIepTU4YecKoro JepMaTHTa.
BriocnencTBUU NMOABIIAETCA XapaKTePHBIN «MBIITUHBIN»
3amax, oOyCJIOBJIEHHBIM NPUCYTCTBHEM B MO4Ye M IIOTe
GOJIBHBIX TPOMEKYTOYHBIX IIPOAYKTOB 0OMeHa (eHIa-
JaHuHaA. [locTelleHHO, Ha MPOTAKEHUU HECKOJIbKUX
HeJieJIb WK MeCALeB, GOPMUPYIOTCA 3afepKKa MOTOP-
HOT'O ¥ HepBHO-IICUXNYECKOI'O0 Pa3BUTUA, MUKPOIe-
(danuda. Yxe BO 2-M IOJYTOAWM XKU3HU BBIABJIACTCA
OTCTaBaHUe B pasBUTHU. [Ipy oTCyTCTBUM clenuduye-
CKOT'0 JIeYeHU A K KOHITY 1-TO rojja >KM3HHU Pe3Ko HapyIa-
eTCA YMCTBEHHOe pa3BUTHe. B KOHEYHOM cueTe yMCT-
BeHHAasA OTCTAJIOCTh JOCTHUTaeT IJyOOKOHM CTeIleHH,
1 OGOJBIIMHCTBO JieTeld HYXJAAIOTCA B COLMAJIBHON
riomorny. [IprMepHO y 60% GOTBHBIX OTMEYAIOT UAUOTHIO,
Y OCTaJIbHBIX — MeHee BbIpaKeHHbIe YMCTBeHHBIE Hapy-
IIeHUA. B IMCUXUYeCKOM pa3BUTHUU GOJILHBIX HAOJIIOA-
0TcA HechOPMUPOBAHHOCTbh UTPOBOU M IIPeAMEeTHOU
JleATeIbHOCTH, OTCYTCTBHe Au(depeHIINPOBKY SMOIIUO-
HaJIbHBIX PeaKIM{, HeJOCTaTOYHOCTh pedyd. PaHHee
BbIABJIEHYE HApyIIeHU 06MeHa (peHUIAIAaHIHA Y HOBO-
POXJEeHHBIX Ha JOKJIUHUYEeCKON CTaJiuu, CBOeBpe-
MeHHOe U NpaBUJbHOE BeJleHHe TaKUX OOJbHBIX
C IIepBbIX JHel KU3HU IIpeJyIpexJaeT 3aZiePXKKy yMCT-
BEHHOTO Pa3BUTHA.

Juerorepanua - eAWHCTBeHHBIN 3(Q(eKTUBHBIN
MeTo[ JleueHUs Kiaccudeckon ¢opmbr OKY; mpu cBoe-
BpeMeHHOM Ha3HaUYeHUU OHA CII0OCOOHA IIPeJOTBPATUTh
ropakeHue IeHTpaJbHONU HepBHOU cucteMsl (IJHC).
YcTaHOBJIEHO, YTO YpOBeHb HHTEJJEeKTYaJbHOTO pas-
BUTHUSA OOJBHBIX JeTel 3aBUCHUT OT COOTIOAEHUS JUeTH-
YeCcKUX TPeOOBAHUM, MpenyCMaTPUBAIOIIUX YIIOTPe6-
JieHUe TIPOAYKTOB C MUHUMAJIBHBIM KOJIMYeCTBOM OeJr-
KOBOM MHINU, cojepKallell aMHUHOKUCJIOTY (eHUJ-
ananuH. C1951r. ananedenusd geteti c PKY mpumensercsa
JUeTa, BKJIYAMAA IPOLYKTBI C HU3KUM COJEepXKa-
HueM (QeHUJIaJaHWHA. B OCHOBe NMHIIEBOro paIjlMoHa —
pesKoe orpaHUYeHVe OeIKOBBIX IIPOJYKTOB KUBOTHOTO
U PaCTUTEJBHOIO IPOUCX0XKAeHUA. [I0THOCThIO UCKITIO-
YeHBI MACO, pbI6a, ChIP, TBOPOT, A1, 6060BkIe. B paniroxn
BXOZAT OBOIIY, (PPYKTBI, COKHU, a TaKXKe CIleIaJIbHbIe
MaJIO0eJIKOBbIe IIPOAYKTHI Ha OCHOBe KYKYPY3HOIO
U KapToQe bHOro KpaxmaJa.

JueroTepanusd [OOJKHA HAYMHATLCA B IIepPBbIE
3 HeZx XU3HU pebeHKa U IPOJOJDKATHCA He MeHee
10 JieT, ecyiu He B TeYyeHUe BCEW XU3HU. DTO 0COOEHHO
BaKHO /i skeHIIUH ¢ ®KV Bo m3bexaHue pOXKIeHU
UMY YMCTBEHHO OTCTaJbIX JeTeil. Ha poccuiickom
PBIHKe IIpeJICTABJIEeHbI JiedeOHble NPOAYKTHI I
JleTell pasHOrO Bo3pacTa, 6osbHBIX PKVY: oT 0 10
12 mec - Ml mus ®KV-0, apenunak, XP aHazor, jode-
HaJjak; oT 1 roja o 6 jeT — TeTpadeH-40, peHun ¢ppu,
M/ mui -1; mocijie 6 JjeT u g B3pOoCabIx: MJI My
DKY-3, [TAM-YHuBepcai. [y GepeMeHHbBIX JKeHIUH
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c ®KY: MJ] mun ®KVY-3, XP-MAKCA-MYM. XXeHImuHe
¢ OKY, :keyatoeit MeTh peGeHKa, BO BpeMs GepeMeH-
HOCTHU IPUZETCA IPUJEePKUBAThCA Oojee CTPOTOH
JUeThl, 4YeM B JIeTCTBe.

BpokJIeHHBINI TUNOTHUPEeOo3 — Hauboyiee JacToe
3ab0JieBaHUe, BBLABISIEMOE B PAMKaX HEOHATAJIHHOTO
CKpuHMHTA: 1 caydait Ha 4000-5000 HOBOPOXX/I€HHBIX.
B Poccuu exxerofHO poxkzpaeTrcs mpuMepHO 400 nmeTeit
C BPOXKAEHHBIM TUIIOTHPE030M. B 0CHOBe 3a00sieBaHUA
JIKUT TIOJTHAA WM JaCTUYHAas HeJOCTaTOYHOCThb rop-
MOHOB IIUTOBUAHOU xesnesbl (LK), mpuBojamasn
K 3aJlep>KKe PasBUTHUSA BCeX OPTaHOB M CUCTEM. B mepBy1o
odyepeab crpagaor IITHC u pasBuUTHe HHTeJJIEKTA.
Benymue KIWMHUYeCKHe NPU3HAKUA HEJIEYEHOTO BPOXK-
JIeHHOT0 TUIIOTHpeo3a — 3aZiep:KKa pocTa U ICHUXHuYe-
CKOro pasBuUTHUA. TAXKeCTh U HEOOPATUMOCTH IOBPEX-
JeHuA IJHC npu HesedeHOM BPOXKJ€HHOM THIIOTHPeOo3e
CBfA3aHA C OCOOEHHOCTAMU Pas3BUTHUA Mo3ra. CaMbId
OBICTPBIM POCT Pa3BUBAIOUWIETOCA MO3ra IIPOUCXOAUT
B IIepBbIe 6 MeC XU3HU. VIMeHHO B Iepuoj, GhICTPOro
pOCTa MO3T OKAa3bIBAETCHA OCOOEHHO UyBCTBUTEIbHBIM
K HeGJIarOmpUATHBIM BO3JEUCTBUAM, B TOM YUCJIe
U K HejocTtaTKy ropmoHa K — tupokcuHa. ITosatomy
THUPeOUJHAA HeJOCTATOYHOCTh B KPUTUYECKUI ITePHUO/,
MaKCHMAaJBHOI'O POCTa MO3ra 3aJiep>KuBaeT ero cospe-
BaHUe, OOYCJIOBIMBAA HEOOPATUMYIO IICUXUYECKYIO
OTCTanoCTh. [lpy mo3JHel AMAarHOCTHKe U HecBOeBpe-
MEeHHOM JIeYeHUU PeGeHOK CTAHOBUTCSA WHBAJIUOM
C ZIeTCTBA C TOJTHOM YTPATOH CITOCOGHOCTU K OOYUeHUIO
B 00m1e06pa30BaTeIbHOM INMKOJIE, TPYAOCIOCOOGHOCTU
U COLIMAJIbHOM afalTaliiy.

JledeHue 3aKJIOyaeTCA B 3aMeCTUTEJIbHOU Tepamuu
(hapMaKOJIOTUYeCKUMHU CPefCTBAaMU — CHUHTE3MPOBAH-
HpiMU ropmoHamMu [IJK. CBoeBpeMeHHO HaydaToe
JleyeHrue TUPEeOUMJHBIMU TOPMOHaMU IIpeJoTBpa-
IaeT pa3BUTHE YMCTBEHHOM OTCTANOCTU. DPPeKTUB-
HOCTB JIEYeHM A 3aBUCUAT OT CPOKA IIOCTAHOBKHU AMArHO3a,
TaK KaK y»Ke B IIepPBble MeCsAIbI KU3HU HACTYIAIOT Heo6-
paTuMble U3MeHeHUA B YMCTBEHHOM Pa3BUTHUU U POCTe
CKeJIeTa. DTO CTaJI0 OCHOBHBIM IIOBOJIOM JJIA BKIIOU@HU
BPOK/IEHHOT'O TUIIOTHPE03a B YKCJIO 3a00/I€BAHUH, BBIAB-
JIIeMBIX B pe3yJbTaTe HEOHATaJbHOTO CKPUHUHTA.

AJlpeHOTeHUTAJbHBIA CUHIPOM - HaCJIeJCT-
BeHHOe 3aboJyieBaHUe, OOYCJIOBJIEHHOE CHIKeHUEM
AKTUBHOCTU (epMEHTOB, YIACTBYIOIIUX B BHIPAGOTKe
TOPMOHOB HAaJIOY€YHUKOB (KOPTH30JIa U AJbAOCTe-
poHa). PacnmpocTpaHeHHOCTh, IO HAHHBIM Pa3HBIX
aBTOPOB, KoJiebieTcs ot 1 ciydad Ha 5000 go 1 Ha 20
TBIC. HOBOPOXKZEHHBIX. KiIMHM4YecKHe NIPOABICHUA
3aBUCAT OT YPOBHA (epMeHTHON HeJO0CTaTOUHOCTU.
Hambomnee TskesoN, OMACHOW JJIA JKU3HU SABIAETCSA
cosibTepABman GopMma, YacToTa KOTOPOH cocTaBiseT 1:
27 000. [Tpu 310 hopMe CUHTEe3 KOPTU30JIA U AJIBA0CTe-
poHa GJIOKUpPOBaH. Bole3Hh HAUMHAETCA B 1-10 HeJesro
’KU3HU pebeHKa, IPOTEeKaeT OCTPO, C BbIPaXKEHHBIM
06e3BOXKMBAaHNEM, IaIeHUEM apTePUAIBHOLO JABJIEHU,

cyzoporamMu u TpebyeT HeMe [JIeHHOTO IIPOBe/IeHUs pea-
HUMAaIVOHHBIX MEPOIIPUATUH C LIeJIbI0 KOPPEKIINHU BOJ-
HO-3JIeKTPONUTHOro 6OanaHca. JKusHeyrpoxamomiye
KPH3bI C TXKeJION AerujpaTaryeil 4acTo MOBTOPAIOTCA
Ha 3-1 Hepese )XU3HU. [IpyU OTCYTCTBUU aJZileKBaTHOU
Tepanuu 60JbHbIe TOTUOAIOT Ha 1-2-M MeCAIaX XKU3HU.

Jisa JledeHUA I pUMeHAETCA 3aMeCTUTeJbHasd
Tepanusa TOPMOHAMU HAAIIOYeYHUKOB U BHYTPUBEHHOE
BBeJleHVe (PU3UOJIOTMYecKOro pacTBopa U 5% TJTIOKO3BIL.
C BO3pacTOM BBIPAa)KeHHOCTh CHHJAPOMA IOTEPH Cojel
cHmKaeTcs. K 06bIMHOM AvieTe GOJIBHBIX JeTell J0OaBIIs-
ercs 3-5 T IOBapeHHOW COJIU.

TFanakTo3eMusa — HacJeICTBeHHOe 3a00JeBaHUE,
CBA3aHHOE C OTCYTCTBHEM WJIM PE3KUM CHIKeHUeM
aKTHUBHOCTU (pepMEeHTOB, KOTOPbIe B IIpoIiecce CJIOKHBIX
OMOXMMUYECKUX PpeaKIUU IPeBpaIlaloT TraJaKTo3y
(YIyIeBOZ MOJIOKA) B IVIIOKO3Y. BeileicTB1e HeIoIHOTo pac-
IIeIJIeHN ITPOMeXKYTOYHbIe MPOAYKTHI 00MeHa OKa3bl-
BalOT TOKCMYeCKoe BO3JelcTBHe Ha opraHusM. HacToTa
Gose3Hu — 1 ciaydail Ha 15-20 THIC. HOBOPOXKJeHHBIX.
BosnesHb NpoABIAETCA TAXKEJNbIM IOpa)keHUeM Ile4eHH,
HePBHOU CHCTeMBI, IJ1a3 U JPYrUX OpraHoB. B mepuog
HOBOPOXXJIEHHOCTHY OTMEYaIOTC IIOBTOPHAS PBOTA, U3Me-
HeHUA CO CTOPOHBI IleYyeHU. 3HaduTeJNbHAs dYacThb
OOJIBHBIX, He TOJYYAIOMIUX aZeKBaTHOW Tepaluu, YMU-
paloT B IPYAHOM BO3PacTe OT OAKTepHAIBHOTO CEICHCa,
OOBIYHO BBI3LIBAEMOTO KUIIEYHOH ITaJIOUYKOH. Y APyTOM
YacTu JeTeil yxke B 1-M MOJSyTOLUU KU3HU GOPMUPYeTCA
TsKeJasd MHBAIUV3UPYIOMAA IMATOJOIUA: KaTapakKTa,
LIMPpO3 INeYeHH, 3afiepskKKa HepPBHO-IICUXWYEeCKOro pas-
BUTHUA. [Ipu paHHel IIOCTAaHOBKe AWAarHO3a U PaHO
HayaTOM JIeUeHHU COXPaHAeTCA HOPMaJbHBIN HHTeJ-
JIeKT, He (GOPMUPYIOTCA HapyIIeHHUs IJa3 U IleYeHWU.

JleueHWe rajakTO3eMHHU 3aKJI04YaeTcd B yZa-
JIeHUM TaJaKTO3bl U3 JHeThl. TaKk KaK MOJIOKO (MaTe-
PUHCKOe U KOPOBbE) COZEP:KUT JIAKTO3Y, KOTOpasd IIOZ
JelicTBueM (pepMeHTOB PaCIIeIIAeTCs O TaJaKTO3bl, TO
C TepBBIX JHeH XU3HU C MOMEHTa YCTaHOBJIEHUA Auar-
HO3a pe0eHOK JIOJDKEH OBbITh IlepeBefieH Ha 6e3MOJIOYHOe
nutaHue. CilieAyeT HeMe/IJIeHHO IIPeKPaTUTh I'PygHOe
BCKapMiImnBaHUe! B KauecTBe 3aMeHUTeJslell MOJIOKA
PEKOMEeHZIYIOTCS CMeCH Ha OCHOBE COeBOro OeKa WJIu
CMeCUu C yAAaJIeHHOM JIaKTo30i: XalHIl coeBasd CMeCh
c poxpenus, Aicou, DHbamwuia-cosa, HyTpuiaak-cos,
®pucocoit, Amr-110 u ap.

MyKOBHUCITU03 (KMCTO3HBIN (PrOPO3) XapaKrepu-
3yeTcA IOpa)keHWEeM ’Keje3 BHeENIHeN CeKpeIuu.
3aboyleBaHMe BCTpeYaeTCA C YaCTOTOM 1 ciaydayd Ha
2000-3000 HOBOPOKJIeHHBIX. B OCHOBe 3a60JIeBaHUS —
HapylmieHre TPAaHCIIOPpTa MOHOB XJIOpAa W HATPpUA, YTO
NIPUBOAUT K JeTHAPATANU U YTOJNLIEHUIO CIU3UCTBIX
000JI04eK JIeTKUX, IO/KeNYAOYHOU >KeJsie3bl, KUIIey-
HUKA U NOTOBBIX JKeJle3. YTOJIIeHNe CIU3UCTBIX 000-
JIOUeK, B CBOIO odepeAb, BeJleT K IIPOrpecCcUpyIoleit
IIaTOJIOTUM JIETKUX U AUCOYHKLIHU IOJKeNyL0uHOU
KeJie3bl, [PyTUX OPraHoOB M cucTeM. KimHu4yeckasa Kap-
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THUHA Pa3HOOOpa3HAa M 3aBUCUT OT BO3pacTa pebeHKa,
TAXKECTH IOPaKeHUsd, MPOLOLKUTEIBHOCTH 3aboie-
BaHUA, a TaKXKe aJleKBaTHOCTU Tepaluu. B mpoTokax
TIOJKeTyLOYHON >KeJie3bl U OPOHXaX CKAILIMBAeTCs
BsA3Kasd CJIU3b. Y HOBOPOXKAEHHBIX U3-3a OTCYTCTBUSA dep-
MeHTa IOJ KeJTyJOYHOU >KeJyie3bl (TPUIICUH) IIepPBO-
POIHBIN KaJI — MEKOHUU CTAHOBUTCH IIOTHBIM, BA3KUM,
YaCcTO CKAILUTMBAeTCA B TOHKOHM KUIIKe. Y HeGOJIBIION
yacTU OGOJIBHBIX Pa3BUBAIOTCA CUMITOMBI KUIIEYHON
HeIIPOXOJUMOCTH: PBOTA, B3yTHe >KUBOTA, OTCYTCTBUE
BbIJIeJIeHUA IIepPBOPOAHOro Kasa. Kak mpasuiio, mpucoe-
JUHAETCA Kallelhb C TPYAHOOTAeNAeMO MOKPOTOM. I
OOJIBPIIMHCTBA AeTell TI'PYZHOIO BO3PAacTa XapaKTepHO
HaJuuue Tpuajbl CHUMITOMOB: peCIMPaTOPHBIH,
KUIIeYHBIN (quapes ¢ GOJBIINM KOJIUIeCTBOM Hellepe-
BAPDEHHBIX »XHNPOBBIX KOMHOHeHTOB), OTCTaBaHUE
B pU3UYECKOM Pa3BUTUMH.

B KOMILIEKCHOM JIeYeHU Y UCIIONIb3YIOTCA (ePMeHThI
MIO/KeJIYAOYHOM ’Kesle3bl M JAHMeTa C OrpaHUYeHUeM
JKUpa. B KauecTBe OCHOBHOTO NMHUTAaHUA JJIA I'PYAHBIX
JeTell HapAAYy C MaTePUHCKUM MOJIOKOM pPeKOMeHAY-
oTrca cMecu Andape, IIperectummi, IlenTu-foHUOpP,
Xymasna JIIT+CIIT.

B nepBBIe rofbI IIOCJIE OMUCAHUA 3a60JIeBAHU MYKO-
BUCIIU/IO3 CYUTAJICA (aTaJbHBIM, TaK KaK OOJbIIaf
4acThb OOJIBHBIX JleTell morubaia, He JOXUB Ji0 5 JIeT.
B Hacrosmee BpeMsA 6yiarofjaps paHHEMY BBIABJIEHUIO
U COBEpIIeHCTBOBAHUIO JIeUeOHO-PeabMINTAIINOHHBIX
Mep 3abosieBaHUe d(PpPeKTUBHO JseuynTcs. CieAcTBrEM
3TOrO ABJIAETCA HEeyKJIOHHOe yBeJlndeHre cpeJHel IIpo-
IOJKUATEJbHOCTU KU3HU — Oosee 30 JeT. Ha cero-
ITHAITHUH IeHb POJUBIIEMYCA ¢ MYKOBUCITA030M O0JIb-
HOMY B Benmuko6putanuu, Kanazge u CIIA rapaHTupy-
ercs 40 et »usHu, B Poccuu —16 JerT.

V350:xeHHOe TI0Ka3bIBaeT, HACKOJIBKO BayKHO TO, YTO
Ha 95TH 3a00JIeBaHUA BBeJIeH HEOHATAJBHBIN CKPUHUHIT,
MIO3BOJIAIONIUN yXKe B IIepUoJ, HOBOPOXAEHHOCTU
BBIABUTDH I'PO3HYIO IIATOJIOTHIO U MOBJIUATH HA CYAbOY
KaKZ0T0 OOJILHOTO pebeHKa.

HeoHaTaJIbHBIN CKPUHUHT B A6COIOTHOM GOJIBIITH-
CTBe CJIy4yaeB IIPOBOAUTCA B POAUJIBHOM ZoMe. OfHAKO
HeKOTOPBIM JIeTAM IO PasHBIM IIPUYMHAM €ro BBIHYX-
JleHbl IIPOBEeCTU B OTJeJeHHUU IIaTOJIOTMU HOBODPOX-
JeHHBIX U HeJOHOUIEHHBIX JeTed cTalMoHapa WU
B IOJIMKJIMHUKE. B JII000H CUTyalld POLUTENISAM Heob-
XOIUMO DPa3BACHATH BCIO BAXKHOCTH JAHHOTO 00CIeno-
BaHUA U ero 00653aTeIbHOCTb.

[IpoBesieHVIe HeOHATAJIPHOIO CKPUHUHTA Ha Hacje[-
CTBEHHYIO IIATOJIOTMI0O OCHOBAHO Ha OIpefesieHuu
JIedeKTOB (pepMEHTOB, YYACTBYIOIINX B 0OMeHe GeIKOB
U YIJIEBOZOB, B CYXOM IIAAITHe KPOBU Ha CIeI[HaJIbHOU
($uIBTpOBaNIBHON GyMare (TecT-OyaHKe). MccienoBaHue
IIPOBOAUTCA OfHOBpeMeHHO Ha PKY, BpoXkIe HHBIN I'UIIO-
Tupeo3, AI'C, raJJaKTo3eMUI0, MYKOBUCLIIO3 B MEIUKO-
reHeTUYeCKOM KOHCYJbTAalluU (LeHTpe), KyZa HaIpas-
JIAIOT 00PasIbl KPOBU HOBOPOXK/IEHHBIX.

B ciydae oOGHapykeHUsA B KPOBU Mapkepa 3aboJie-
BaHU POAUTENH C peOeHKOM IIPUTJIAMIAIOTCA B MEIUKO-
TreHeTHYeCKYI0 KOHCYJIBTAIIUIO JIJIA POBeJIeHU s TIOBTOD-
HOTO UCCJIefIOBAaHU A, OATBEeP:K/AeHUA AUarHo3a U Ha3Ha-
yeHU edeHUs. OOpasibl KPOBU HOBOPOXKIEHHBIX B POJI-
JloMe WJIU B OTAeJIeHUU BBIXa)KMBAaHUA HeJOHOIIEHHBIX
U TaTOJIOTUY HOBOPOMKJAEHHBIX JeTCKUX OOJBHHUIIL,
B MOJUKJWHUKe GepeT CIeIUaJTbHO MOATOTOBJIEHHASA
MezcecTpa. KpoBb 0GepyT M3 MATKUA HOBOPOXKJEHHOTO
yepe3 3 4 1ocJie KOPMJIEHUS Ha 4-U JieHb XKU3HU Y JI0HO-
IIEHHOTO peGeHKa UM Ha 7-i1 leHb — Y HeJOHOIIEeHHOTO.

AJITOPUTM JEeMCTBUI MeACeCTPhI IPU B3ATHHU
00pasIoB KPOBU:

1. BbIMbITb PYKH, HafieTb NEepYaTKu.

2. BbIMbITb NATKY HOBOPOXXJEHHOTO.

3. NpoTepeTb NATKY cTepuibHON candeTkon, cMo-
YyeHHOi 70% CNUPTOM, NPOMOKHYTb €€ CyXOii CTepUIIbHOW
candertko.

4. NMpoKonoTb NATKY CTEepUNIbHbIM OAHOPA30BbIM CKa-
pudukaTopom.

5. CHATb 1-10 Kannto KPoBU CTEPUbHBIM CYXUM Tam-
NOHOM.

6. Marko HaaaBuTb Ha NATKY ANA NOJy4eHUA 2-1 Kanau
KpOBMU.

7. IpUNoXKMTL NEepneHANKYNAPHO TeCT-GNaHK K Kanne
KPOBMW W NPONUTATb €r0 KPOBbIO HACKBO3b.

8. HaHecTn Ha TecT-6naHK 6-8 Kanenb, BUJA, NATEH
KPOBM J0/13KeH 6bITb 0AUHAKOBbIM C 06eUX CTOPOH.

9. BbicywuBaTL TecT-6/MaHK cnepyetr B ropu3oH-
TaJIbHOM MOJIO}KEHUU HA YNCTON 00e3}KMpEeHHON NoBepXx-
HOCTU He MeHee 2 4 6e3 NnpMMeHeHUs TennoBoi 06paboT-
KW 1 nonaAaHuA NPAMbIX COJIHEYHbIX NyYen.

10. YnakoBaTb TecT-6naHKu, nsberas CONpUKOCHO-
BeHUSA NATEH KPOBU, B YUCTbIN KOHBEPT.

Jlo 3a6opa 06pasoB KPOBU MeJicecTpa pa3bopurBo
3aIMChIBaeT IMAPUKOBOU PYYKOU Ha TecCT-OJaHKe, He
3aTparuBas IMATEH KPOBU, CJeAyIOIlye CBeJeHU:
HaMMeHOBaHUe yUpeXKJeHUsI, B KOTOPOM B3AThI 00pa3Iibl
KpPOBY; (PaMUJIVIO, UM, OTYECTBO U aZpec BBIOBITUA
MaTepu pebGeHKa; IOPALKOBLIA HOMep TecT-GJIaHKa
¢ 06pasIoM KpPOBU; JaTy M HOMEP UCTOPUU POZOB; ATy
B3ATHA 00pasa KPOBU; COCTOSHUe pebeHKa (3ZOpPOB/
00JIeH); JOHOUIeHHBIV/HeJOHOIIEHHBIN (CPOK IeCTalluu);
Maccy Tesia pebeHKa HA MOMEHT B3ATHUS KPOBU. B 3aktio-
YeHUe YKas3bIBAalOTCA (paMUINA, UMA, OTYECTBO JIUIIA,
OCYIIeCTBJIABIIEro 3260p KPOBH.

B ncTopuu HOBOPOXKJEHHOI'O U IIPU BBIITUCKE U3 POJ-
JoMa B OOMEHHOU KapTe JIeJIaeTCA 3aIIUCh O TOM, YTO
y peGeHKa B3sTa KPOBb Ha HACJIeICTBEHHBIE GOJIE3HU
oOMeHa BelecTB MEeTOZIOM CKPUHUHTA.

CeCTpUHCKas YaCTh HEOHATAJbHOTO CKpPUHUHTA —
3a00p KPOBU — fBJIAETCSA OYeHb BAXKHBIM U OTBETCT-
BEHHBIM 3TaIlOM, TaK KaK OT TIIATeJbHOCTH MPOIMUTKU
KPOBBIO IIATHA HA TeCT-OJIaHKe 3aBUCAT TOYHOCTH AUar-
HOCTUKHU U B KOHEYHOM CYeTe — 3[J0POBbe peOeHKa, ero
>KU3HEHHbIe IIepCIIeKTUBLL.
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HEREDITARY METABOLIC DISEASES DETECTABLE
BY NEONATAL SCREENING

S.Ya. Sarycheva, Cand. Med. Sci.; Prof. D.I. Ze-
linskaya

Russian Medical Academy of Postgraduate Edu-
cation

The paper considers the causes, clinical
manifestations, and treatment principles of
5 hereditary metabolic diseases (phenylketonuria,
congenital hypothyroidism, adrenogenital syndrome,
galactosemia, and cystic fibrosis) detectable in
newborn infants through screening.

Key words: hereditary diseases, neonatal screening, blood
sampling, a nurse, action algorithm.
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