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Ha npumepe (eHHIKETOHYPUHM PACCMOTPEHbI COBPeMeHHble acneKThl NPOGUIAKTUKY peqkux 0ose3Heil. DeHNIKeTOHYpHs — Ha-
cleCTBeHHOe 3a00/1eBaHKe, PH OTCYTCTBUM JiedeHHs XapaKTepusyouieecs Mporpeccupyomeil yMCTBeHHOH OTCTAJI0CTbIO, MU~
Jencueii, TSKeNbIMA 1ePMATUTAMH, HO TPH PaHHEil TUATHOCTHKE W NMPOBEIEHNH AMETOTEPANUH YAAeTCsl H30eKaTh KIMHUIECKHX
nposiieHuii 60e3nu. [lepsrunas npodunakTuka GpeHnIKeTOHYPUM HANPABJIEHA HA NPeayNpeKIeHne NnosiBjeHus 00JbHOro pedeH-
Ka B ceMbe 1 HauboJee 3(h(heKTHBHO OCYLIECTBIISAETCS C TOMOIIBIO MeMKO-TeHeTHYECKOro KOHCY/IbTHPOBaHus. Bropuunas npodu-
JAKTHUKA COCTOUT B MPEHATAIbHOI JUATHOCTHKE NATOJIOTUH, A TAKXKe MPOBeJeHUH HEOHATAILHOTO CKPUHHHTA HA (DeHNIKETOHYPHIO.
K TpeTHuHoii npoduiakTHKe OTHOCATCS JiedeHne, A0MIUTANMs U peaduimTanus nanuentos. Ha mpakTuke yka3aHHbIE NOXXOJbI
TECHO B3aUMOCBSI3aHbI, UTO OTPaxKeHO B cTarbe. [loayepkHyTa POJb MperpaBuAAPHOil MOATOTOBKH KEHIIMH, 00JbHBIX (heHnIKeTo-
HypHeii, IJIsl NPeI0TBPALIEHNS CHHIPOMA «MaTePUHCKOIi heHUIKeTOHYpur» y Oyayniero pedenka.
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In the article on the example of phenylketonuria, modern aspects of the prevention of rare diseases are considered. Phenylketonuria
is a hereditary disease, in the absence of treatment characterized by progressive mental retardation, epilepsy, severe dermatitis, but
with early diagnosis and diet therapy, clinical manifestations of the disease can be avoided. Primary prophylaxis of phenylketonuria
is aimed at preventing the appearance of a sick child in the family and is most effectively carried out with the help of medical genetic
counseling. Secondary prophylaxis consists in prenatal diagnosis of pathology, as well as neonatal screening for phenylketonuria.
Tertiary prevention includes treatment, abilitation and rehabilitation of patients. In practice, these approaches are closely inter-
related, which is reflected in the article. The role of pregravid preparation of women with phenylketonuria to prevent the syndrome
of «maternal phenylketonuria» in a future child is underlined.
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eHwiketoHypust (kog MKb-10 — E70.0; OMIM

261600) — ayToCOMHO-peliecCUBHOE 3aboJieBa-
HWe, BBI3BAHHOE HapyllleHHWeM oOMeHa (dheHWIaJaHnHa,
MOCTYMAIOIIEr0 B OpraHM3M yesoBeka ¢ OeTKOBOW MU-
mei. DToT MeTaboIMYeCKuii AedeKT MPUBOAUT K TIPO-
TPECCUPYIONIEH YMCTBEHHON OTCTAJIOCTH, HapyIIeHU-
SIM TIOBENICHUSI, TIOSIBJICHUIO CYIOPOXHOTO CHHIpOMA,
nepMatuToB. DEeHMIKETOHYPUS BKIIOYCHA B TIepeYeHb
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JKM3HEYTPOXKAIOIIMX M XPOHWYECKUX TTPOTPECCUPYIO-
mux penkux (opdaHHbIX) 3a00JeBaHU, TPUBOISIIIAX
K YMEHBIIEHUIO MPOJOJIKUTEIBHOCTU XKU3HU TpakiaaH
WIM UX WHBAJIUIHOCTHU, YyTBepKaeHHbI [locraHoBie-
nueM IlpaButensctBa P® or 26.04.2012 . Ne 403 [1].
B Poccuu penkuMu TIpUHSITO CYMTaTh OOJIE3HU, pac-
MpOoCTpaHeHHOCTh KOTOpbIX He Oosiee 10 Ha 100 000 Ha-
cenenus [2]. K maHHOII KaTeropuy OTHOCSTCS MHOTHE
MOHOTEHHBIE HaCJeJACTBEHHbIE OOJIE3HU, peIKhe WH-
(beKIIMOHHBIE, ayTOMMMYHHBIE, OHKOJIOTMYECKUE U Te-
paToreHHbIe 3a00J1eBaHNs. BOIBITMHCTBO U3 HUX UMEIOT
WHBJIMAM3UPYIOIINE TIPOSIBICHUSI U HeOJaronmpusiTHbIN
MPOTHO3 TIPU OTCYTCTBUM 3(POEKTUBHBIX METOIOB Je-
YeHUsI, MPUBOASAT K TCHUXOJOTMUYECKUM TMOCIEICTBUSIM
JUISI CEMbM, 3HAYMMBIM MOpPaJbHBbIM U 3KOHOMUYECKUM
3aTpatam oOIecTBa M rocymapctBa. Bce ykaszaHHoe
OTpeieNisieT aKTyaJlbHOCTh W TPUOPUTETHOCTH MPOhU-
JIAaKTUKU OpaHHBIX 00JE3HEN.
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Sdepaposa C.III. u coagm. Tpocdunakruka GeHIKETOHYPUM KaK TIPUMED CUCTEMbI TPEBEHTUBHBIX MEPONIPHSATHIA PU Op(hAaHHBIX 3200IEBAHUIX

Hcropuyeckn OTKpbITHE (DEHUIKETOHYPUN TTO3BO-
JIVJIO BBISIBUTH CBSI3b MEXIYy MeTabOIMYeCKUM Hapy-
IIEeHWEeM U TSIKeTbIM TTOBPEXIeHUEM rOJIOBHOTO MO3Ta,
YTO TIPUBEJIO K HaJbHEWIIeMy pa3BUTUIO HOBOW KOH-
LIEMIMN HACJeJACTBEHHBIX OoJie3HEelt oOMeHa B Meau-
LIMHEe, OMOXUMUM, TeHEeTHKe, NajJo OCHOBaHWE C TO-
MOIIIbIO AWeTOTepanuu 3hGEeKTUBHO TPeAoTBpallaTh
narojiorndeckue n3MmeHeHusa. Kpome Toro, mzoopere-
HUE METOlla MaCCOBOTO CKPMHWHTA Ha (PEHUIKETOHY-
PUIO CTajl0 HACTOSIIMM IPOPHIBOM B TpO(UIaKTHIE-
cKoif MmenuimHe XX Beka.

IMpodunakTika — KOMIUIEKC MEPOTIPUSITUI, HarpaB-
JIEHHBIX Ha COXpaHEHWE W YKpeIIeHWe 3I0POBbsI, BKITIO-
YaroIMx B ce0s1 (hopMUPOBaHIE 3IOPOBOTO 0Opa3a KMU3HH,
MpeaynpeXaeHe BOSHUKHOBEHUST M paCTIPOCTPAHEHUST 3a-
0oJIeBaHMIA, MX PaHHeE BBISIBIIEHNE, YCTPaHEHKWE BPEITHOTO
BIUsHUS (haKTopoB oKpyxKatoieid cpeasl [2]. [Tpodunak-
THUKa PeAKUX OOJIe3HE YCIIOBHO NENUTCS Ha TIEPBUYHYIO
(TipeoTBpaIleHre 3a4aThsi OOJIBHOTO peGeHKa), BTOPHY-
Hylo (paHHee BBISIBIEHUE TIaTOJIOTHH) W TPETUUHYIO (Jieue-
HMe ¥ KOMIUTEKCHasI peabuTUTaIus).

BaxxHoe 3HaYeHHWe WUMEET npeepagudapHas npoQuiar-
MuKa (NpeKoHuenyuoHHas) Kak KOMITIEKC TUarHOCTUYe-
CKUX, TPOMPUIAKTUIECKUX W JIUeOHBIX MEPOTPUSITHIA,
HaITpaBJIieHHBIX Ha OLIEHKY COCTOSTHUS 3IOPOBbSI M TTOM-
TOTOBKY CYIPYTOB K 3a4aTHIO, TOCJIEIYIOIIeMY BbIHAIIN-
BaHUIO U POXKICHMIO 3M0pOBOTo pebeHKka. Ee palmoHarb-
HOE TIPOBEJCHNE 3HAUNUTETbHO CHIKAET PUCK TOSIBICHUST
Ha CBET JieTeil ¢ BPOXKIECHHBIMU TTOPOKAMU, CBS3aHHBIMU
C HEJIOCTATOYHOW MUWKPOHYTPUEHTHOM 0OeCIe4eHHO-
CThIO Matepu: nedekramu HepBHOM TpyOKu (spina bifida,
aHsHIedanust), aHomanusiMu cepaua u ap. [pu Hamuumu
y MaleHTKHY, TIaHUPYIONIe poXkaeHre pebeHKa, SKCTpa-
TeHUTAJTLHOM TIATOJIOTUUN (CaXapHbIii JIMabeT, OXHUpeHUe,
00JIe3HN IIIUTOBUIHOM JXeJie3bl, MOYEBBIICTUTETBHON CU-
CTeMBI, TIOPOKU CepIlia 1 JIp.) HEOOXOAMMO elIlle 10 HACTy-
TJIEHWsT 6epeMEHHOCTH TTPOBECTH KOPPEKIIMIO HapYIIIEHUIA
GYHKIIMIA OPraHOB M CUCTEM, JTOOUTHCS peMUCCUU 3a00-
JIeBaHUsI, OPraHM30BaTh ITOMICPKUBAIOIIYIO Teparnuio [3].
Heobxonumo mom4yepKHyTh, 4YTO TIperpaBUIapHasl TO-
TOTOBKA SKEHIIWHBI, OOJBHON (DEHUITKETOHYPHUEH, JIEKUT
B OCHOBE MpeIyNpeXkaeHus y MIoaa CHHAPOMa «MaTeprH-
CKO#1 (peHUITKETOHYPUM», UTO OyeT paCCMOTPEHO HITKE.

B 1o Xe Bpems TiaBHas poJib B MIEPBUYHOM TIPO-
dunakTke peakux OoJie3He MPUHAIIEKUT MeOUKo-
2CHeMUUECKOMY KOHCYAbMUPOBAHUW — CTIeIAATN3U-
POBAHHOW MEIUIIMHCKOW TTOMOIIU, OCHOBHOW IIEJTbIO
KOTOPOW CHYXUT TIpeaynpexXaeHue poXIeHUST OO0Jb-
Horo pebeHka. [lpu sTom HaubGosee 3¢hGhEeKTUBHBIM
SIBJISIETCSL  MPOCHEKMUBHOE KOHCYAbMUPOBAHUe, KOTIa
PUCK TIOSIBJICHUSI peOeHKa ¢ MaToJOTreit onpeaeaseTcs
ellle 10 HaCTYTUIeHUsT 0epeMeHHOCTH WJTW Ha PaHHUX ee
CpoKax. DTO BO3MOXHO JUTS Tap, MIaHUPYIOIINX Oepe-
MEHHOCTb W MPOIIEAIINX TUATHOCTUKY JUIST OTIpeieie-
HUSI TETEPO3UTOTHOTO HOCUTENBCTBA HAaU0OOJIee YaCcThIX
MyTalWii, a TaKXkKe TpH 00CIeNOBaHUN POACTBEHHUKOB
niau cubcoB 0onbpHOTO pedberka. K coxanenuio, B Poc-

cun okojio 70% cemeit obpamiaroTcs K MEIUMLIMHCKUM
TeHETUKAM pempocneKmueHo — TIOCJe POXICHUS pe-
OeHKa ¢ HACJeICTBEHHON aHOMaJMel IS ompesaeie-
HUS MPOTHO3a TOBTOPEHUS 3a00JIeBaHUS Yy OYIyIINX
neteit [4].

CrnemyeT OTMETUTh, 4YTO MEIUKO-TEHETUYECKOe
KOHCYJIETUPOBaHUE TIPOXOIMT B HECKOJBKO ITAIlOB.
CHauana 00s13aTeJIbHO YTOUHSIETCS AMarHO3 W THUIT Ha-
clieIoBaHMS 3a00JieBaHUSI B KOHKPETHOM CeMbe, 3aTeM
Ha OCHOBAaHWU POJOCIOBHOM PACCUMTBHIBACTCS TEHETH-
YEeCKMI PUCK TTOSBICHMS OOJIBHBIX IeTeil y maphul. Io-
cJie 3TOTO Bpauy-TeHETUK TOJIKEH B JTOCTYIMHOW (opme
OOBSICHUTH ITape, oOpaTUBIICICS 3a TTOMOIIBIO, CMBICIT
TEHETUYECKOTO pHCKa M JaTh COOTBETCTBYIOIIME pe-
KOMEHIAIIMN C YYETOM TSKECTU TeUeHUs, TTPOIOIKU-
TEJbHOCTH KW3HU TIpU TIPOTHO3MPYEMOM OOJIe3HU,
BO3MOXHOCTH BHYTPHYTPOOHOW JMATHOCTUKU M Jie-
yeHUs. Tak, TeHeTMYEeCKUil PUCK POXACHUS pebeHKa
¢ (heHUJKETOHYpUE TIPU TEeTEPO3UTOTHOM HOCHUTEIb-
CTBe MyTalluii TeHa (peHuJIalaHUHTUApoKcuaassl PAH
y o6oux cynpyroB — 25% Tipu Kaxaoil 6epeMeHHOCTH,
MpY HATUIUU (PEHUIKETOHYPUU Y OJHOTO U3 CYNIPYTOB
U T€TEePO3UTOTHOM HOCHUTEIBCTBE MyTallMM Y BTOPOTO —
50%, HO, yunuTBIBasi, 4TO (PeHUIKETOHYPUS Kypabeib-
Hoe 3abojieBaHUeE, JJISI KOTOPOTO €CTh METOIbI MpeHa-
TaJbHOM JMATHOCTUKU, PEKOMEHIYETCS TUIAaHMPOBATh
neTopoxkaeHue. PereHne Bcerma ocTaeTcsT 32 KOHCYJTb-
Tupytommmucs. JanbHelme 3Tanbl MeIUKO-TeHETH-
YeCKOT0 KOHCYJBTUPOBAHUS CBSI3aHBI C BEIOOPOM OTITH -
MaJIbHOTO MeTOJIa TTpeHaTaJIbHOW TMarHOCTUKM.

Bmopuunas npoguraxmuka na npeHamaibHOM ypogHe.
IpeHaTanbHas TUAarHOCTUKA TO3BOJISIET yke B | Tpu-
MecTpe OepeMEHHOCTH BBISIBUTL TATOJOTUIO Pa3BUTHUS
TJI0a U TePEetTH OT BEPOSITHOCTHOTO (TIPU MeIMKO-Te-
HETMYECKOM KOHCYJIBTUPOBAHWM) K OTHO3HAYHOMY
MPOTHO3UPOBAHUIO 3I0POBbSI peOEHKA B CEMbBSIX C OTSI-
TOIIEHHO! HacaenCcTBeHHOCThI0. COBpeMeHHBIE ajiro-
PUTMBI TIpEHATAJTbHON IUAarHOCTUKHU PpErIaMeHTHPYIOT
npukasel M3 PO Ne 457 ot 30.12.2000 . [5] u Ne 572H
or 01.11.2012 . [6].

CylIecTBYIOT JBa ypOBHS TIpeHATaJIbHON aHa-
rHoctuku (ta6a. 1). Ha mepBom ypoBHE NpoBOAUTCS
MaccoBoe oOciienoBaHUEe BCeX OepeMEHHBIX KEHIIWH
B aKyIIepCKO-TUHEKOJIOTUYECKUX YIPEXKIACHUSAX C Iie-
JIBI0 ¢(hOPMUPOBATH TPYIIBI PUCKa MO XPOMOCOMHOI
MaTOJIOTUM W BHYTPUYTPOOHOMY TOpaXXeHUIO TIIojaa:
00s13aTeIbHOE TPEXKpPaTHOE CKPUHUHTOBOE YJIBTpa3-
BYKOBOE MCCJIeOBaHNE MO TPUMECTPaM; ONpenesieHre
YPOBHSI HE MeHee IBYX MaTepPUHCKUX ChIBOPOTOUHBIX
MapKepoB — a-(eTonporenHa, cBOOOJHON B-cyObenu-
HUIIBI XOPMOHUYECKOTO TOHAIOTPOITMHA YeJIOBEYECKO-
ro (B-XI'Y), cBsi3aHHOTrO ¢ GEPEMEHHOCThIO TIa3MEeH-
Horo npoteuHa A (PAPP-A).

Ha BTOpoOit ypoBeHb MpeHaTallbHOW JMATrHOCTH-
KM — B peTMOHaJibHbIe MeINKO-TeHeTUYeCKre KOH-
CyJIbTAllUM — HAMPaBJIAIOTCS OepeMeHHbIe XXEeHIIUHEI,
Y KOTOPBIX BBISIBIIEHBI HapylIeHUs] B Pa3BUTUM TLIOAA
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MpU  yJbTPA3BYKOBOM WJIU OMOXMMHUYECKOM CKpHU-
HUHTE, a TaKXe Bce OepeMeHHbIe KEHIIIMHBI U3 ceMei
C OTSITONIIEHHBIM aHAMHE30M I10 HACJIeICTBEHHBIM 00-
JIE3HSIM M BPOXIAEHHBIM TMOPOKaM pa3BUTHUS. YKa3aH-
HBIN YPOBEHb BKJIFOYAET MEPOMPUSITUS IO YyCTAaHOBJIE-
HUIO KOHKPETHBIX (OpM TOpaXkeHHUs TII0Ja, OIleHKe
TSIKECTH OOJIE3HUM M TIPOTHO3Y COCTOSIHUSI 310POBbS
pebenka. WMHBa3uBHasg aOUArHoCTWKa BBITTOJHSETCS
MO0 TOKa3aHUSIM C BHIOOPOM ONTUMAJILHOW €€ TaKTHh-
KM (XOpMOHOMOTICUS, TIalleHTOLIEHTe3, aMHUOILIEHTE3,
KOpIOILIEHTE3) M C TOCIEeAYIONIe TUTOTeHeTUYeCKOM
NIUAaTHOCTUKOW XPOMOCOMHBIX aHOMaJuil MWW ycTa-
HOBJICHMEM MOHOTEHHOTO 3aboJjieBaHUSI OMOXMMUYE-
CKUMU UM MOJIEKYJSIDHO-TEHETUUYECKUMU METOJIaMMU.
Tak, mpu HanMMYUM puUcKa poxaeHUs pedbeHKa ¢ de-
HUJIKeTOHYypuel obsizaresbHo npoBoautcss JHK-nua-
THOCTUKA MyTallUi y 1j104a.

HACJIE4ACTBEHHbBIE BOJIESHU

IIpu BBISIBIEHUM BPOXIEHHOIO MOPOKa pa3BUTHS,
XpPOMOCOMHOW WJIM JAPYroil HacjleACTBEHHOW 00Jie3HU
y MIofa TaKTUKa BeIeHUsS OEpeMEeHHOCTHU OMpeness-
€TCS KOHCYJbTaTUBHO, O YeM JEJIAeTCs 3aluCh B Me-
OULIMHCKON TOKyMEHTaUuU OepeMeHHOW >KEHIIUHBI.
KoHcunuym noskeH BKIOYaTh Bpaya-reHeTHKa, Bpada
YABTPA3BYKOBOUW TMAarHOCTUKM, Bpaya-akyliepa-ruHe-
KoOJIora, 1Mo MOKa3aHWsM Bpaya-HEOHATOJIOTA U IPYTUX
cneuunanuctoB. [Ipu nmpoBeneHuu KoHcuiauyma oOepe-
MEHHas XEHIIMHA U YJIeHbI €€ CeMbU MH(POPMUPYIOTCS
0 XapakTepe MOpaxXeHus TUI0Aa, BO3MOXHBIX MCXOMax
0epeMeHHOCTH, TIPOTHO3€E JUISI )KU3HU U 310POBbS pe-
Oenka. [1pu HanMMYMKM TMOKa3aHUI JAIOTCS peKOMEH 1a-
1IMU IO MpepbIBaHUIO0 OepeMeHHOoCTHU. B ciyyae koppu-
TUPYEMBIX COCTOSIHUIN MpPEeHATAJIbHBI CKPUHUWHT IA€T
BO3MOXHOCTb TPOBECTH HEOOXOAMMBIE MEPOIPUSITUS
Kak 70, TaK U Mocje poxXAeHUs pedeHKa ISl PeaoT-

Tab6auya 1. OcHOBHBIE ACTIEKTHI OPraHU3AIMHI NPEHATAIBHOM AUATHOCTUKH B PD
Table 1. The main aspects of the organization of prenatal diagnostics in the Russia

Cpokn

MecTo o6cenoBanust
0epeMeHHOCTH

Meponpusitus

I1epBblii ypoBeHb (AKYIIEPCKO-THHEKOJIOTHYECKHE YIPEXKICHHS)
Ipynma o0cJienyeMbIx — Bce GepeMeHHbIe JKeHIUHbI
Iess — copMHpOBATH FPYNIIBI PUCKA IO XPOMOCOMHOI MATOJIOTHH H BHYTPHYTPOOHOMY MOPAKEHHIO TI0/IA

— Y3U nnozaa o onpeneneHHoMy aJrOpuTMy ¢ COOMIOICHUEM BCeX

MenuumHcKasg opraHu3almus T-
IMIIE G ORI GEyEs KPUTEPUEB BU3YaIH3aUN

BJISIFOIIAsT 9KCIIEPTHBIN YPOBEHDb MpeHataidb- 10—14 Hen s .
ATOLL cnep ypo peHaTal A — Puoxummdeckuii aHamms kposu 6epemennoit Ha -XI' u PAPP-A
HOI IMATHOCTUKHM (HampuMep, mpeHataib-  11—14 Hex . .
. — [IporpaMMHBI KOMILIEKCHBIN pacuyeT HH/MBUIYaIbHOTO PHCKa
TICHTD pOoKaeHHsT peOeHKa C XPOMOCOMHOM MaTOJIOTHEH
MenuimHcKast opraHu3arusl, OCyIecT- 16—20 Hen®  MccnenoBaHue He MEHEE IBYX CHIBOPOTOYHBIX MapKepoB: o-dero-
BIISIIOIIAS TIPEHATAIbHYIO TUAaTHOCTUKY 16—18 men™ mpotenHa u B-XI'Y

Llesn — BbIsIBIeHNE BPOKIEHHBIX AHOMAJIMIA PA3BUTHS ILIOJA U 3XOrpad)uuecKuX MapKepoB XPOMOCOMHBII AHOMAJIHI

MenunmHcKas OpraHM3aImst, OCYIIEeCT- 20—24 men” V31 miona
BJISIIONIAST TTPEHATATbHYIO TMAaTHOCTUKY 18—21 Hex™
Ilesb — BBIsIBIEHHE MO3IHO MAHU()ECTHPYIONIMX IIOPOKOB Pa3BUTHS M (DYHKIIMOHAJIbLHAS OIIEHKA COCTOSIHUS IJI0/1A
Ilo mecty HabIIOIEHMSI GEpeMEHHOI 32—34 nen”
y . P A Y3U mona
SKeHITUHBI 30—34 Hen

BTOpOﬁ YpPOBEHDb (pemonaJlea;l MEIMKO-T€HEeTHYECKASA KOHCYJIbTAllUA W l.leHTp)

Ipynna odciienyeMbIx — GepeMeHHbIe 2KEHIMHbI U3 TPYNIbI BHICOKOTO PUCKA MO POKIECHHIO PeOeHKA ¢ HAC/IeICTBEHHOH 00J1e3HbIO
uwm BITP:

Yy KOTOPBIX BBISIBJIEHBI HAPYIIIEHKS B pa3BUTUM ILJI0/Ia HA TIEPBOM YPOBHE; B BO3pacTe OT 35 JIET M cTapliie; MMEIoIIe B aHaM-
He3e poxkaeHue pedeHka ¢ BITP, xpoMOCOMHOI MJIM MOHOT€HHOI 00JI€3HbIO; C YCTAHOBJIEHHBIM CEMEMHBIM HOCUTEILCTBOM
XpPOMOCOMHOI aHOMAJIMU MJIU TeHHOM MyTaIun

Ileab — MeIMKO-reHeTHYECKOE KOHCYIBTUPOBaHKE (YCTAHOBJIEHHE WIH MOATBEPK/IEHNE NPEHATAIBLHOTO THATHO3a, ONPE/IEIeHne
JajbHeIneil TAKTHKH BeJIeHHsI 0epeMEeHHOCTH MePUHATAIbHBIM KOHCHIMYMOM Bpayeii)

— Y3U mona

— Jommureporpacdust 1 [BETOBOE TOMIJIEPOBCKOE KapTUPOBaHUE
— Kapnnorokorpadusi c aHAaTOMUYeCKUM aHATM30M Pe3yJIbTa-
TOB (T10 MOKA3aHUSIM)

— MHBa3uBHasT TMarHOCTUKA TT0 MTOKa3aHUsIM (aCIIMparius Bop-
CHH XOPUOHA, TUTAIIEHTOIIeHTe3, aMHUOIIEHTE3, KOPIOILIEHTE3)

PernonanbHast MeIMKO-reHeTUYeCKast

JI1oObIe
KOHCYJIbTaIus (LIEeHTpP)

ITlpumeuanue.” Ipukasz M3 P Ne 457[5] ot 30.12.2000 r..

" Ipukaz M3 P® Ne 572n 01 01.11. 2012 1. [6]. Y3U — yibTpa3ByKOBOE UCCIIENOBAHNUE;
B-XI'Y — B-cy0beaMHmMIIa XOPUOHUYECKOTO TOHAA0TPONMHA YEJI0BEYECKOTrO;

PAPP-A — cBs3aHHBII ¢ 0epEMEHHOCTbIO TIJIa3MEHHBIN MPOTENHA A;

BIIP — BpoxieHHBII MOPOK Pa3BUTHSI.
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BpallleHUST MJIaJeHIEeCKON CMEPTHOCTH M TSXKEJIBbIX TT0-
CJIECTBUIT OOJIE3HU.

Bmopuunas npoguraxkmuka peokux 6oaesneli Ha nocm-
HAMAALHOM YPOGHE PEATU3YETCSl C TOMOIIbIO CKPUHU-
PYIOIIMX TIPOTpaMM W HampaBjieHa Ha JOKIMHUYECKOe
BBISIBJIEHUE OOJIE3HW, paHHee Hadajo JIeYeHUs U TI0-
cienylollee nucraHcepHoe HabJoAeHue C 1eJiblo Mpe-
JMOTBPAIIEHUST PAa3BUTUSI TSOKEIBIX  TATOJOTHMYECKUX
MPOSIBJICHWI, WHBAJIWAW3ALUWK. BBIIEISIIOT MacCOBBIN
U CEJIEKTUBHBIN CKPUHUHT (TabJI. 2).

B P® HeoHaTambHBIN CKPMHUHT TTPOBOAUTCS Ha TATh
Oosie3Helt ((DeHUIIKETOHYPUSI, TATaKTO3EMUSI, MYKOBHC-
LIMI03, aJpPEeHOTeHUTATBHBIM CUHIPOM, BPOXICHHBIN
rUnoThpeo3) coriacHo mpukasy M3 u CP P® Ne 185
ot 22.03.2006 . [7]. JAsiss CKpUHUPOBAHUS C WCITOJIb30-
BaHUEM O9KCIIPECC-METOMOB XapaKTepHbI: CIUTOLTHOM
roaxond (OCHOBaHWEM CIyXKaT He XKajloObl W KIIMHUYE-
CKOE COCTOsIHME, a 3alUlaHMpPOBaHHOE O0Cieq0oBaHue
BCell TPYIIbI), MacCOBOCTb (OCYIIECTBIISIETCS IJIsT BCEi
MOMYJSAIUN), TpoUIaKTUIecKass HampaBIeHHOCTD,
aranHocTth. CaMo MaccoBoe MpocerMBaHUE He obecrie-
YUBaeT MOCTAHOBKY OKOHYATEJIbHOTO AMarHo3a, a JIMIIb
MO3BOJIAET CPOPMUPOBATH TPYITIY TMAIIMEHTOB C BBICO-
KOW CTETEHBIO PUCKA HAIWYWS TOW WM WHOU MaTOJI0-
ruu. Ha BTropoM aTarne BbISIBJIEHHBIE TTPEATOIOKUTEIEHO
0OJTBHBIC 00SI3aTETHHO ITPOXOIST ITOBTOPHOE 00CIen0Ba-
HUE ¢ TTOATBEPXKAAIOIIeH TMarHOCTUKOM OMOXUMUYECKU -
MM U MOJIEKYJISIPHO-TEHETUIECKUMU METOIaMMU.

VYBeTMYNUTD MOTEHIIMA HEOHATATbHOTO CKPUHWHTA TT0-
3BOJISIET HOBasl TEXHOJIOTUS — TaHAEMHash MacC-CITEKTPO-
METpUSsI, OCHOBAHHasI Ha OTIpeAe]IeHU OTHOLIEHUST MAaCChI
K 3apsiiy MOHOB, 00pa3yIoIIMXCsT NP MOHU3ALUN WCCITe-
JIyeMbIX KOMITOHEHTOB TIpoObl. Ee mpemmyliiecTBaMu s1B-
JITIOTCSl KaUeCTBEHHOE M KOJIMYECTBEHHOE BBISIBJIEHHE OJI-
HOBPEMEHHO HECKOJIbKUX JECSATKOB Pa3HBIX METaOOIMTOB
B BBICYIIIEHHBIX TSITHAX KaIMMJUTIPHOM KPOBM O€3 JIOITOJ-
HUTEJTbHBIX BPEMEHHBIX M (DMHAHCOBBIX 3aTpart, BBICOKAsT
YYBCTBUTETbHOCTh M HU3KUIA MPOLIEHT JIOXKHOTOJIOKUTETb-
HbIX pe3ynsTatoB (0,2—0,3%). MupoBoit OTBIT TTOKa3bIBaeT
3(PphHEeKTUBHOCTh TTPUMEHEHUSI TAHAEMHON Macc-CITeKTPO-
METPUU KaK B TIPOCEMBAIONIEH, TaK U B TIOATBEPsKIAIOIICH
nmurarHoctrke. B Poccun B . MockBe 1 CBepIjIoBCKOi 00-
Jactu ¢ 2012 r. peanusyercsl MWIOTHBINA MPOEKT IO TOMOJ-
HUTEJIbHOMY OOCJIEIOBAaHUIO BCEX HOBOPOXKAEHHbIX Ha 11
HacJIeACTBEHHBIX HO30JI0THIA [§].

B TO e Bpems cenekmueHblil cKpuHuHe Ha HaCJe[-
CTBEHHbIe 00JIe3HU OOMeHa 3aKJioyaeTcsl B o0caen0Ba-
HUU TPYIIBI TAlMEHTOB, OTOOpAaHHBIX Ha OCHOBAHUU
KIMHAYECKUX KPUTEPHUEB, C UCITOJb30BAaHUEM OIIpele-
JIECHHOTO Habopa CKPUHMPYIOIUX TecToB. COBpeMeH-
Hble METOABl BepU(UKAIIMU TUArHO3a BBITIOJTHSIOTCS
B CHEUWATU3UPOBAHHBIX ILIEHTpaX W J1abopaToOpusX.
TIpy 3TOM CyIIECTBYIOT TMPOTPaMMBbI ISl BBISIBICHUS
KaK HECKOJbKUX TPYII 3a00IeBaHUii, TaK U OTIACTBHBIX
Ho3ojioruit. TTprMepoM TIEPBBIX CIYKUT CeJeKTUBHBIN
CKPUHUHI Ha TPU KJlacca HACJIEICTBEHHBIX OOJe3Hel
obMeHa (aMUHOAUMIONATUU, OpraHWYEeCKHe alNIypun

HACJIE4ACTBEHHbBIE BOJIESHU

U neeKTbl MUTOXOHAPUAIBHOTO [-OKUCAEHUS) ¢ TIPU-
MEHEHUEM TaHIEMHOW Macc-CIeKTpoOMeTpun. Takoii
MOAXOA TIO3BOJISIET WACHTUMUIMPOBATHL TATOJOTUIO
cpemd penKux OoJie3Hel, WMEIONINX 3HAYUTETbHBIN
KIMHUYECKUN TIOMMMOP(PU3M M TEeHETUYECKYl0 TeTe-
poreHHocTh [8]. IlocTaHOBKAa KOHKPETHOTO aMarHo3a
aeT BO3MOXHOCTh OKa3aTh CBOEBPEMEHHYIO TIOMOIIh
OGOJILHOMY, a TaKXKe MPOBECTH MPOMUIAKTUIECKUE Me-
POTIPUATUS Y POIACTBEHHUKOB (MEIMKO-TEHETUYECKOE
KOHCYJIBTUPOBaHKE, YCTAHOBJIEHUE TETEPO3UTOTHOTO HO-
CUTEJTbCTBA, TOCUMITOMATUIECKOE BBISIBIIEHUE OOJIE3HU
y cuOCOB, TIaHWPOBAHMWE TIPEHATAJTbHOW TUArHOCTHKH
MpU MocJieaytolieit 6epeMeHHOCTH).

Tpemuunas npogurakmuxa 3aKaO4YaeTCs B peaOuin-
TalMKu OOJILHBIX OphaHHBIMU 3a00JEBaHUSIMU C 1IEJIbIO
MpeayNpekaeHUsT UX TTPOTPECCUPOBAHMs, Pa3BUTHUSI OC-
JIOXKHEHWI, WHBAJIUIM3AUMU W CHIDKEHUST TPOTOJIKU-
TETbHOCTH KU3HU.

HeoOxonuMo BBIIETUTh npoguiaKmuKky cuHopoma
«MamepuHcKol ¢heHurKemoHypuu» y Oyayliero peOeH-
Ka. JIaHHBIII CUHIPOM CBSI3aH HE C TeHETUYECKUM Je-
(ekTOM, a ¢ TOBBIIIEHHBIM YPOBHEM aMMWHOKHUCIOTBI
deHmnIaTaHMHA B KPOBU OepeMeHHO, O0OJIbHOI ¢e-
HWIKeTOHYpuei. [Ipu aToM KoHIIeHTpalus (heHuIana-
HUHA B KPOBH IIOfIa ObIBaeT B 2 pa3a BBIIIIE, YeM B KPO-
BU OepeMEeHHOM W B TUIalleHTe M3-3a €ro aKTUBHOTO
Tpancriopta. CUHAPOM MaTepUHCKON (heHUITKETOHYPUM
XapaKTepU3yeTCsT TSKEIbIM WMHTEJUIEKTYaTbHBIM pac-
CTPOMCTBOM y pebeHKa, MUKpoledanneit, 3anepxKKoi
BHYTPUYTPOOHOTO Pa3BUTHSI, BPOKACHHBIMU IMTOPOKAMU
cepana u gucMopdusmu uia. [Tostomy ast aeByIeK
U KEHIIWH ¢ (PeHWIKETOHYpUEH TaK BaXKHBI HAAHUPOBA -
Hue cembl, npeepasudapHas nodeomoska. Heodxonumo
3a 2—3 Mec 10 U BO BpeMsl OepeMEeHHOCTHU TOIePKU-
BaTh ypOBeHb (heHUJaJaHWHA B KpOBU HUXKe 360 MK-
MoJib/11. KpoMme TOro, KOHIIEHTpalus TAPO3WHA B KPOBU
Oynyieit MaTepu q0JKHA ObITh B Tipeneax 45—100 Mx-
moub/n (0,8—1,8 Mr/mn) st mpenoTBpaIieHus 3aaepx-
KM BHYTPUYTPOOHOTO pa3BUTHs 11oaa [9].

3aknovyeHue

TakuM o6pa3oM, CYIIECTBYIOT HECKOJBKO BUIOB,
MOJAXOA0B M METOMOB MPOGMIAKTUKHA (PEHUTKETOHY-
puu. Hambonee adpdekTuBHBIE — MEIMKO-TE€HETHYE-
CKO€ KOHCYJIBTUPOBaHUE ¢ TIpeHATaJbHOW TMArHOCTH-
KOIi, HaIlpaBJeHHbIE Ha MpPeaynpekaecHue MOSBICHMS
0oJIbHOTO pebeHKa B ceMbe. OmHAKO OOJBITMHCTBO
CYTNpyroB oOpalaTcsd K MEeIWIMHCKUM TeHeTHMKaM
PETPOCTIEKTUBHO.

BaxxHoe MecTo 3aHMMaeT MaccoBOe OOCIIeIOBaHNE HO-
BOPOXKIEHHBIX, HalleJICHHOEe Ha JOKIMHWYECKYIO JTMArHo-
CTUKY (PeHUITKETOHYPUU JJIST TIPEIOTBPAIIEHUS €€ TSKEITIX
nposiBiieHUH, WHBanMmu3auuu. CoBpeMeHHBbIE TEXHOJO-
MW, B TOM YKCJIe TaHAEMHAsT MacC-CITIEKTPOMETPUSI, MO-
JIEKYJISIPHO-TEHETUUECKIE METOMIbI, TTO3BOJISIIOT CHU3UTH
YUCITO JIOXKHOTIOJIOKUTETBHBIX PE3YJIBTATOB, TTOBBICUTH 3(h-
(hexTMBHOCTb MOATBEPKAAIOIIEN AUATHOCTUKH.
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