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«HacnenctBeHHbIE U BPOXKICHHBIE
3a00JICBaHUSI HOBOPOXKJICHHBIX : IPUYHHBI
BO3HUKHOBCHUS, KJIMHUYCCKUEC
IIPOSBIECHUSA, IIPOTHO3, CECTPUHCKUM
nporecc. HeoHarajabHbIM CKPUHUHT.»



BpoxXaeHHbBIE U HACIEACTBCHHBIE
3a00JICBaHNSI HOBOPOKICHHBIX

IloHATHS «BPOXIEHHBINY U
«HACJIEACTBEHHBINY» HE UACHTUYHHI.

BPOXJIEHHBIN * HACJIEJICTBEHHBIU



He kaxmoe «BpOXIAEHHOE» ABIACTCA
«HACJEACTBEHHBIM». BpoXXaeHHas naroaorus
MOYKET BOBHUKHYTh B KDUTHYECKHUE TIEPHUOIBI
AMOpPHOIreHEe3a M0, ACHCTBUEM
BHEIIIHECPEIOBBIX TEPATOTC€HHBIX (DAKTOPOB
(HU3NYECKNUX, XUMHUYECKHUX, ONOJIOTMYECKHX U
ap.) — 3MOpuo- u geronarun. [Ipu 3ToM
OpaKCHUE T€HOMa OTCYTCTBYET.

HacnenctBeHHOE 3a001€BaHNE KaK PE3yJIbTaT
JIEUCTBUS MYTAHTHOI'O T€HA MOXKET
MIPOSIBUTHCS HE TOJIBKO C POXKIACHUSA, & OPOU
MHOTO BPEMEHU CIYCTH.



dakTopaMu pUCKa POXKICHUS AETEU C IIOPOKAMHU
PA3BUTHS PA3JIMYHOIO I'€HE3a CUUTAKOTCA:

BO3pacT OepeMeHHOM Oobie 36 JerT,

IIPENIECTBYIOIINE POXKICHUA AETEU C
IIOPOKAMM PaA3BUTHUS,

CaMONPONU3BOJIbHBIEC a00PTHI,
KPOBHOPOJICTBEHHBIN OpaK,

COMaTUYECKHUE U THHEKOJOTNUECKHE
3a00JI€BaHMSI MaTEPH,

OCJIO)KHCHHOE TECYCHHE OEpEeMEHHOCTH (yrpo3a
IpepbIBaHUsI OCPEMEHHOCTH,
HEIOHOIIIEHHOCTbD, IEPEHOIIECHHOCTh, TA30BOE
IpeaIcKaHUE, MaJ0- U MHOTOBOJIHE).



Kiaccudpukanus HaCICACTBECHHBIX

00JIe3HEN

- I'enetnueckue 3adoeBanus. Bo3HUKaIOT Kak
pesyiabrar nospexacuus JIHK Ha ypoBHe rena. K
TaKUM 3a00JI€BaHMUSM OTHOCSTCS, HalIpUMED,
oonesnb Humanna—IIuka, peHUIKETOHYpHSI.

- XpOMOCOMHBIE 3a001eBaHus. boyie3HU, CBSI3aHHbBIC
C aHOMaJIMeH KOJIMYEeCTBA XPOMOCOM HIIM
abeppauusimu xpoMocoM. IIpumepamu
XPOMOCOMHBIX 3a00JI€BaHUM SBJISIOTCS CUHIPOM
Jlayna, cunapom Knaitndensrepa, cuaapom Ilaray.

- 3a00J€BaHUA C HACJIEICTBEHHOM
IPEAPACIIONOKEHHOCTBIO (TUIIEPTOHUS, CaXapHbIi
Aua0eT, peBMaTu3M, MU30(QPEHUS, UIIIEMUYECKAS
00JIC3Hb cepala).



OEHWJIKETOHYPUS

DEeHUIIKETOHYPHS - 3TO 3a00JIEBAHHE CBS3aHHOE C
HapyIICHUEM OOMEHA aMUHOKMCIIOT M IIPUBOJISIIEE K
MTOPAKEHUIO LIEHTPAJIbHOW HEPBHOM CUCTEMBL.
3a00JIeBaHHUE HECKOJIBKO Yallle BCTPEYACTCS Y
JI€BOYEK. Y 3JI0POBBIX POJAUTEIIEU, ABIIAIOIIUXCS
T€TEPO3UTOTHBIMHU HOCUTEISIMH MYTAaHTHOTO I'€HA
HEPEIKO POKIAIOTCS OOIbHEIC NCTH.




B T e

Cungapom JlayHa

MpUNACHYTBIA HOC U ULO,
NpUNOAHATbIE BBEPX
CKOLEHHbIE rnasa.
OauHOYHas cknaaka Ha napoHu ("ob6e3bsHba”)

YKOPOYEHHbIN NATbINA naned,

NOBEPHYTbIN BHYTPb.

[laneko oTcTaBneHHbI Bonbwoi nanet,
U pa3BUTbIE KOXHbIE CKNAAKM Ha CTYNHe.




BpoX1eHHBIE IIOPOKH PA3BUTHUA

HDedekT pazButus
pbbkM

BpoxOoeHHbIN BbIBUX U BPOXAEHHAst Ancnnasns
TasobegpeHHOro cycrasa

HesapalueHue BepxHen rybbl (3as4dbs ryba)

HesapaleHve Heba (Bonybsa nacTb)

MNonupaktTnnusa

BpoxxaeHHbIn Nopok cepaua

MposBneHusn INeyeHne
BbixoxgeHne BHYTPEHHMX OopraHoB unu rmybokux Maccax, B cnyyae ero HeaeKTUBHOCTH -
TKaHeln 13 nonocten, 0bbIYHO 3aHMMaeEMbIX UMK,  XUPYPrMyeckoe neveHue.
NOA KOXY U B MEXMbILLEYHYIO KneTyaTKy 6e3
HapyLUeHWs LenocT NOKPOBOB.

BpoxgeHHas gucnnasusa TasobenpeHHoro Mpwn ancnnasum - NpUMEHEHNE pasnnYHbIX
cycTaBa - HegopasBuTue TKaHen TazobegpeHHOro opTes3oB (MpucnocobneHni anga oTeedeHns
cycTaBa, OTCYTCTBME COOTBETCTBMSA MEXAY Oenep) y oeten Ao roga.

CYCTaBHbIMM NOBEPXHOCTSAMU - COCTOSHME, Mpu BbIBMXE - BNpaBneHne, HanoXxeHne
npeaLwecTBylolee BbIBUXY TasobeapeHHOro crneumarnbHbIX OPTE30B B NEPBbIE MECALbI XKU3HN.
cycTaBa. Mpwn 6e3pe3ynsTaTHOCTU TAKOro fie4YeHns -

Xupyprmyeckasi onepauus.
HecpalueHne O60oKoBbIX YacTen BepxHen rybbl ¢ ee Xupyprudeckas onepaumsi B nepeble MecsiLlbl
cpegHen YacTtblo. MoxeT b6bITb OAHOCTOPOHHUM U XKN3HW.
OBYCTOPOHHMM. 3aTpyaHSAET cocaHue.

HesapalleHne BepxHel YentocTn u TBEpAOro Xupypruyeckas onepauus n npoTe3anpoBaHue;
Heba, B pe3ynbrarte 4Yero nonyyaeTcs paclienuHa, gucnaHcepHoe HabnogeHue (cmeHa nevebHbix
coeauHsaKLWaga NonocT pta n Hoca. BeisbiBaeT  annapatoB) Ao 16 ner.

HapyLleHne nuTaHng (nonagaHve Ny B

OblxaTenbHOe ropro, B NONOCTb HOCA), AbIXaHUS 1

peun. Hacto coveTaeTcs ¢ pacLlenmHon B

BEpXHew rybe.

MonnaakTunns - MHOronanocTb, Hann4ne Xupypruyeckoe rnedeHue.

NULWIHKX NanbLeB Ha KUCTW nnn ctone. Hanbonee

YacTbI U3 BPOXAEHHbLIX MOPOKOB Pa3BUTUS; Yalle

BCEro BcTpevaeTcs B opMe LecTMnanocTy,

00bI4HO Ha OHOW KOHEYHOCTH.

HenpaBunbHoe BHYTpMYyTPOOHOE hopmupoBaHme [lpu He3HauuTeNbHbIX AedeKTax

neperopogkun cepgua (Hanpumep, HesapalleHne  MEXOKenyaoyYKOBOM Neperopoaku no mepe pocra

MeXnpeacepaHon UM Mexokenyao4koBom cepAua OTHOCUTENbHBIM pasMep OTBEPCTUS
neperopogkn) nubo coxpaHeHue nocne YMEHbLLAETCs - BNNOTb 40 MNOMHOMO COHTaHHOro
poXaeHms 0CobeHHOCTEN BHYTPUYTPOOHOMO 3aKpbITUS. B apyrmx cny4dasx - xmpypruyeckoe
KpoBoobpalleHus (Hanpumep, OTKPbITbIN neveHwue.

6oTannoB NPOTOK)



BpoXaeHHBIN BEIBUX O¢pa

- Bpox/1eHHBIN BBIBUX O€/pa SBISETCA TAKEIbIM
BPOXKJICHHBIM Jie(pekToM. /[JaHHOE 3a00jIeBaHue
BCTPEYACTCH y JIeBOYEK B 5—10 pa3 yaine, 4eM y
MaJIBYMKOB. /[ByCTOPOHHEE MOPAXKEHUE BCTPEUACTCA B
1,52 paza pexe 0OMHOCTOPOHHETO.

- MHOro4McjaeHHbIE COBPEMEHHBIEC UCCIICAOBAHUS
MOKa3aJii, YTO B OCHOBE BPOKJICHHOIO BBIBHXA O€pa
JICKUT JUCIUIa3uA (T. €. HapylIeHHE HOPMaJbHOIO
Pa3BUTHS DJIEMEHTOB Ta300€APEHHOIO CyCTaBa) B MEPHO]I
BHYTPUYTPOOHOTO Pa3BUTHUS. DT NEPBUYHBIC
HapYIIICHMS BBI3bIBAIOT BTOPUYHBIC - HEOPA3BUTHE
KOCTEH Ta3a, MOJHOE Pa300IICHNE CyCTaBHBIX
MMOBEPXHOCTEM, FOJI0OBKA OeApa BBIXOJIUT M3 CYCTaBHOM
BIAJUHBI U YXOAWUT B CTOPOHY M BBEPX, 3aMEIJICHUE
OKOCTE€HEHHS (0CCU(MKALIMN) KOCTHBIX SJIEMECHTOB
CycTaBa H JIp.






3astubs ryoa
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O1nepaTuBHOE JICYCHUE
J1o Ilocne




Bomubesg macTtb




OnepaTuBHOE JICUCHUE

J1o Ilocne




[ lommnakTnnmg

Vb




Ilopoku pa3BUTHSA TOJI0BEI, JHUIIA,
ies, CIMHHOTO MO3Ta.

* YepenHo-M03roBbie I'PhIKM — BBIIMAYUBAHUE CONCPKUMOTO
yepena yepe3 KoCcTHbIe Ae(ekThl. KmnHndecKkrue CHMITOMBI
XapakTepHbl. PEOEHOK pOXKIAECTCS C TPHIKEBHIM
BBITISTYMBAHUEM B 00JIACTU MIEPEHOCUIIBI, HA 3aTHUIKE WA B
[OJIOCTH HOCA. JIeueHrue onepaTuBHOE.

!




O1nepaTuBHOE JICYCHUE

Ilocie




- Koporkas y3aedyka si3bIKa - HEPEIKO
BCTPEUYAIOLIUMCS ITOPOK, IIPU KOTOPOM
CKJIaJKa CIIM3UCTOM 000JIOYKH UAET OT
KOHYHMKA SI3bIKA KO JHY IOJOCTH PTA U
AJIbBEOJIIPHOMY OTPOCTKY HUXKHEU
yearocTu. KopoTkas y3aeduka HapyniaeT
IIOJIBUYKHOCTD SA3bIKA, AETH INIOXO COCYT, B
NAJIbHEHUIIIEM BO3MOXKHBI HAPYIIICHUS
4YETKOCTH peuM U AeopMalvs HUKHEH
YEJIIOCTH. JIeueHue oneparuBHOE
(paccedyeHue y3CUKN).



« CIIMHHOMO3I0BbI€ I'PbI’KH - BEIIISTYNBAHNC
AJIEMEHTOB CIIMHHOI'O MO3ra 4yepe3 AS(eKThI
OYKE€K 03BOHKOB. OOBIYHO TaKOE
BBIIISTYMBAHNE PACIIOIAraeTCs B MOSCHUIHO-
KPECTIIOBOM OTJEJIC NO3BOHOUYHKKA. PEOEHOK
POXKIACTCS C OMYXOJICBUAHBIM 00pa30BaHUEM,
IIOKPBITHIM HEU3MEHEHHON WU UCTOHYEHHOU
KoxeH. 11pu BoBI€UEHUH B IPOLIECC CITMHHOTO
MO3ra HOSBISIOTCS ITape3bl U Iapaandu
HI>KHMX KOHEYHOCTEH, HapyIIeHUs (DYHKIIUU
C(PUHKTEPOB MOYEBOI0 MYy3bIPs U OPSIMOM
KUIIKHU. JIeueHue orneparuBHOE.






Ilopoku pa3BUTHA JIETKUX

Honesas amguzema - IOPOK Pa3BUTHS,

KOTOPBIU XapaKTEPUIYETCI SPKUMU
KJIMHUYECKUMU NPOSBICHUIMU: BHIPAXKEHHOU
OJIBIIIIKOU C BTSDKEHUEM YUYACTKOB MEPEIHEN
IMOBEPXHOCTU IPYAHOU KJIETKH, IIUAHO30M,
CBUCTSILUM JIbIXaHUEM, ACUMMETPUYHBIM
YBEJIIMUEHUEM PA3MEPOB IPYAHON KIIETKU U €€
OTCTaBAHMEM IIPHU AbIXaHUU. Haa n3aMeHEHHOU
IOJIEU JIETKOTO OTMEYAETCH MEPKYTOPHBIN 3BYK |
TUMIIAHUYECKOTO OTTCHKA. CpEeIOCTCHHE U
CepAlEe CMEUIEHBI B TPOTUBOMOJIOXKHY IO
CTOpOHY. JleueHue oneparuBHOE.



[ unonaa3us 1€2K020 - aHOMalus,

3aKJIFOYAKOIIAsICA B HEAOPA3BUTHH
JIETOYHOU TKaHU. bonbHass CTOpOHA
OTCTAET MPHU JILIXAHUH, CPEAOCTEHUE
CMEIIEHO B IPOTUBOIIOJIOXKHYIO CTOPOHY.
Hepenko KIIMHNYECKUE TPOSIBICHUS
BO3HHUKAIOT IIPU IPUCOECAUHEHUN
BOCITAJIMTEILHOTO Ipoliecca. JleueHue B
OCHOBHOM XUPYPIruyECKOE.



llopoxku pa3zBuTus numieBoaa.

+ Ampe3usa nuuieeo0a 4acTo COYETACTCA C HUKHUM
Tpaxeo-MUIIEeBOAHBIM CBUIIOM. KinHu4eckas
KapThHa xapakTepHa. OObI4HO uepe3 2-3 yaca nocie
POKJICHUS peOEHKA BEpXHUM CICHON OTPE3OK
MUIIEBOIAa M HOCOIVIOTKA MEPEIOIHSIIOTCS CIIM3bIO,
BCIICACTBUE YEro y peOEHKA MOSBISIOTCS OOUIIbHBIC
IICHUCTHIC BRIJICIICHHS M30 pTa. YacTh ciau3u
ACIIMPUPYETCS, BOZHUKAIOT NPUCTYIIBI [I1AHO34.
Jlvarao3 yTouHseTCsS IPpU KaTeTeprU3aIiy ITHIIEBO/IA.
Ecu BepXHUM OTPE30K MUIIEBOA COOOIACTCS C
Tpaxeei, TO B KIIMHUYECKON KapTUHE OyayT
npeo0jiagaTh HAPYIICHMS JbIXaHMS, TaK KaK
COIEPKUMOE BEPXHEIr0 OTpe3Ka IUIIEeBOIa IomagacT
gyepe3 CBUIIL B TPAXCIO.




JIledeHne onepaTiBHOE B IEPBBIC YAChl )KU3HU
peoO€Hka. Ilpu kapauocnasMe 0CHOBHBIMU
CHMIITOMAaMM SIBJISIFOTCS PBOTA M YIIOPHBIC
CPBITMBAHMS TOTYAC MOCJIE KOPMIICHHUS.
Jlnarso3 yCTaHaBIUBAKOT IIPU
PEHTTEHOJIOTUYECKOM HCCIICIOBAHUH
MUIIEBOIA. JICUEHHE KOHCEPBATUBHOE.
KopmiieHue peOEHKA B BEpTUKAILHOM
ITOJIOKECHUHU TT03BOJISIET YMEHBIINUTD
3a0pachIBaHUE COAECPKUMOTO KEIyaKa B
NUINEBOJ. B nanbHEHUIIEM ITPU JO3PEBAHUA
HEPBHBIX CTPYKTYp CTCHKH ITHUIIEBOA 1
BOCCTAHOBJICHUH €TI0 (PYHKIIUM PEOEHOK
BBI3/I0OPABJINBACT.



ITopoku pa3BuTHs guadparMel

JlnadparmasibHbIC TPBIKH - 1E(PEKThI
pa3BUTHS AradparMel ¢ IOCICTY O
NEePEMEIIEHUEM OPraHOB OPIOIITHOM ITOJIOCTH
B rpyAHy10. IIpr HCTHHHBIX IpbhKax
aradparmMel YIEeMJICHHUS TPHIKEBOTO
COAEPKUMOT0, KaK IIPaBUJIO, HE IIPOUCXOIHUT.
B nepunojic HOBOPOXKICHHOCTU 3THU I'PHIKH
SIBJISIFOTCS Yallle CIIyYauHbIMU HaXOAKaMHU IIPH
PEHTT€HOJIOTHYECKOM HCCJICIOBAHMH.
JledeHue oneparuBHOE B Bo3pacrte 1-3 Jer.



BpoxaeHHbie mopoku KKT

Bpoxa€HHas HEMPOXOAUMOCTh XKETYI0UYHO-
KUIIEYHOTO TpakTa. CTEHO3bI U aTpe3us
SBJISIFOTCSI HAM0O0JI€€ YaCThIMH ITOPOKaAMH
pa3BUTHS KUIIEYHOU TpyOKH. B 95% ciydaes
OHHM HAXOJIATCSA B 00JIaCTHU
IBEHAIATUIEPCTHON ¥ TOHKOU KHMIIIOK U
CO3/IAI0T KAPTUHY BBICOKOM KUIIIEYHOHU
HEIIPOXOAUMOCTU. BTOpOM rpymnion npuiuH
BPOXKJAEHHONW HEMMPOXOAUMOCTH SIBIISIFOTCS
ITIOPOKU PA3BUTHSA CTCHKH KEIYIKA

U KHUIIKH.



OaHMM U3 HaMOOJIe€ YaCThIX IIOPOKOB
CTCHKH MIJIOPHYECKOrO OTENA KEIYIKA,
BBI3BIBAIOIINX KaPTUHY HEOPOXOJIUMOCTH,
ABJIACTCS MUAJIOPOCTEHO03. [Ipu s3TOM
OPOKE OTMEYAETCS YTOJIIICHUE
MAJIOPHUYECCKON MBIIIIBI 1 aHOMAJIbHOE
Pa3BUTHE UM OTCYTCTBHE HEPBHBIX Y3JIOB
B CTCHKE IMpUBpaTHUKA. CEerMeHT C
HapyIICHUEM MHHEPBALMU HE
EePUCTAILTUPYET U CTAHOBUTCS
NPENITCTBUEM JJISI HPOXOXKIACHUS
KMILIEYHOI'O COJIEPKUMOTO.



[IepBbIe CHUMIITOMBI 3a00JI€BaHUSI OOBIYHO
BO3HUKAIOT HA BTOPOU UJIM TPETHEU HENEIIE
KU3HU B BUJI€ YACTBIX, YIIOPHBIX CPHITMBAHUU.
IlocTeneHHO CphIrMBAHUSA CTAHOBATCS BCE
0oJice OOMIILHBIMM U IIEPEXOSAT B
XapaKTEPHYIO PBOTY «(poHTaHOM». COCTOSIHUE
peOEHKa OBICTpO yxyamaercs. IIpu ocMmoTpe
0c000€ BHUMaHHE Haa0 0Opallarh Ha KUBOT.
J1J1 TMII0PpOCTEHO03a XapaKTEPEH CUMIITOM
«IECOYHBIX YaCOB» 3a CUET IITyOOKOH
MEPUCTAIIBTUKY TIEPEPACTAHYTOIO KEITYIKA.
Pemmaroniee 3HadueHre B JMarHOCTUKE
NPUHALICKUT PEHTICHOrpaur KEITYIKA.



TUNUYHBIM IOPOKOM PA3BUTHS CTECHKHU
TOJCTON KHUIIIKH, 0O0YCIOBINBAIOIINM
KapTUHY MOJIHOU UM YaCTUYHOHU
HEIIPOXOAUMOCTH, SIBIISIETCSA 00J1€3Hb
I'mpuminpyHra. B ocHoBe 3a001€BaHus
JICKUT MOPOK PA3BUTHUS NPEUMYILECTBEHHO
[apacUMIIATHYCCKUX HEPBHBIX SJICMECHTOB
TOJICTOW KUIIKA. HerpaBuiibHO pa3BUTHIN
CEIMEHT TepseT CIOCOOHOCTD
[IEPUCTAIIBTAPOBATH U CTAHOBUTCS
IPEISTCTBUEM IS IIPOXOKIACHHUS
KHUILIEYHOT'O COAEPIKUMOTO.



Ilopoku pa3BUTHS AHO-PEKTAJIBLHOU
00J1aCcTH. BOJBIIMHCTBO 3TUX ITOPOKOB
XapaKTEPU3YETCS OTYETIUBBIMU BHEIITHUMU
nposBiaeHusMu. [Ipeobnagarommumu
CHMIITOMAMM SIBJISIFOTCSI U3MCHEHHS B
(OpMHUPOBAHHUM OPraHOB IIPOMEKHOCTH,
OTCYTCTBHE aHAJIbHOTO OTBEPCTHHA,
HEIIPABUJIILHOE €0 IOJIOKCHUE, HATMUHE
CBHIILICH B 00JIACTH IPOMEKHOCTH U T.]I.
bonsuioe 3HaueHne B TUAarHoCTUKE dTUX
BMJIOB AaHOMAJIMH UMEECT PEHTTCHOJIOTHYECKOE
MCCJIeAOBAHUE (SIBJICHUS HU3KOM KUIICYHOM
HEIIPOXOJIUMOCTH).



Cpeu NOpOKOB aHO-PEKTAJIbHOM 00JaCTH
Han0O0JICEC YaCTO BCTPEUAOTCS aTPE3UHM
3aJIHETO IIPOXOJa U MPSIMOM KUIIIKH 03
cBullied. Hanmnuue »TX BUI0OB aHOMAJINU
SIBIISICTCS IOKA3aHUEM K CPOYHOMY
XAPYPrudeCKOMY BMEIIATEIILCTBY, KOTOPOE
HEO0O0XOIMMO NPOBOJNUTH B IIEPBBIC YACHI
KW3HU peOEHKA.



I1opokH pa3BUTHUSA KETUECBBIBOAAIIUX

IIPOTOKOB M KEITYHOTO ITY3bIPS.

Y HOBOPOXKIECHHBIX Yalll€ BCEN0 BCTPEUAIOTCS
arpe3us M arjia3us KEeJIYHBIX X0J0B. PeOEHOK
POXKIACTCS C KEATYIITHBIM OKPAIlIMBAHUEM
KOXXHBIX ITOKPOBOB U CKJIep. Hepenko xkenryxa
PA3BHUBACTCS B IIEPBBIEC JHU MOCIE POKICHUS.
Ctyn oOecLBedeH, MOYa UMEET 1IBET TEMHOTO
nuBa. TUIIMYHO IPOTPECCUPYIOIIIECE HApaCTAHUE
KEJITYXH, IOCTEIIEHHO YBEIIMYMBAIOTCS PAa3MEPhI
[ICYCHU U CEJIC3CHKU, B KPOBU HAXOSAT
3HAYUTEIBHOE ITOBBIIICHUE YPOBHS MPSIMOTO
OuanpyOuHa.



Ilopoku pa3BUTHA OPraHoB

MOYEIIOJIOBOU CUCTEMBI.

Ypereponeie — ogqHa u3 HaudoJIee YaCThIX
AHOMAJIUU JTAHHOW CUCTEMHI.
XapakTepru3yeTcss KHCTONOA00OHBIM
pacCIIMPEHUEM MOYETOUYHHKA C
BBIIISTYMBAHUEM €T0 B IPOCBET MOYEBOT'O
My3bIpsi. BEI3BIBaCT HapyIICHUE Maccaxa
Mo4M. HacToe OCI0KHEHHUE YPETEPOLEIEC —
00pa3oBaHUE B HEM KaMHS.



DKCTPO(hUI MOYEBOTO ITY3bIPS —
OTCYTCTBHUE IMEPEIHEN CTEHKHU MOYEBOTO
IIy3bIPS U COOTBETCTBYIOIIEN €U YaCTH
nepeaHer OPIOIIHOM CTeHKH. BeTpedaercs
y 1 13 30-50 TBIC. HOBOPOXACHHBIX. Moua
ITOCTOSTHHO U3JIMBAETCSA HAPYXKY, UYTO BEAET
K Mall€paliiu, U3bI3BICHUIO KOXKH.
Crnu3ucTast TMIEpEMUPOBAHA, JIETKO
KPOBOTOYHT. JIeueHue oneparuBHOE B
[IEPBBIE MECIIBI )KU3HU.



® DnUcnaaus - CPAaBHUTEIBHO PEIKOE
3a00jieBanme (1 u3 50 ThIC.
HOBOPOKICHHBIX ), OHO XapPaKTCPU3YETCs
pPaCIICIJIEHUEM YPETPhI HA BCEM
IPOTSHKECHUU. JIeueHue orepaTuBHOE.



Cpeay aHOMAaJIMK HapYKHBIX MOJIOBBIX
OPraHOB JICBOYEK 3aCY>KUBACT BHUMAHUA
aTpe3us BYJIbBbI U JIEBCTBEHHOM IUIEBLI. |IpH
3TOM ITOPOKE BXO/I BO BJIATAJIHUIIE 3aKPHIT
JNICBCTBEHHOU IJICBOM, HE NUMECIOIICU
oTBepCcTUA. lIpU CKOIIIEHNUH BBIJICIICHUN
MEXKY IIOJIOBBIMM I'yOaMu OOHAPYKHBAKOT
PUITYXJIOCTh, (DIIOKTYHPYIOLIYIO IIPHU
najbnanuu. JlieueHue orneparuBHOE.



Cpenu aHOMaJIMK HapYKHBIX T€HUTAJINM
MAaJIBYHMKOB Yallle BCEr0 BCTpedaeTCs (PUMO3
- CY)KE€HME TOJIOBKU KpanHen iotTy. 1lpu
BBIPAKCHHOM (PIMO3€ ITOKA3aHO
OIIEPaTUBHOC JICUCHHUE - O0OPE3aHUE
KpariHer m10Th. OJHAKO B OOJIBIINHCTBE
CIIy4acB ObIBACT JOCTATOYHO PaA3ACIIUTh
IIyTOBYATHIM 30HJA0M CKJICHKH U BEIBECTH
rOJIOBKY IIOJIOBOTO YJICHA.



MeTo1bl opeaeICHUs HACIEACTBEHHBIX
0oJIe3HEN

[ eHeTHKa YesloBEKa N3y4aeT OCOOCHHOCTH HACJIEIOBAHUS
Ir€HETUYECKUX IIPU3HAKOB B 3aBUCUMOCTH OT T€HOTHIIA
yejaoBeKa U (hakTOpOB BHEIIHEH cpeabl. HecMoTps Ha
TPYIHOCTH B UCCJICIOBAHUIX, TCHETHKA YE€JIOBEKA CETOAHS
M3y4E€HA TOpa3/io JIYUIlle FTEHETUKHU JPYTUX OPraHu3MOB.

YueHble BBIICISAIOT CACAYIOMINE METOAbI ONpeACICHUS
HACJIEICTBEHHOCTH U FT€EHETUYECKUX 3a00JIEBAHUN.

® [‘eneanormuecknil (r€HETUYECKUIN) METOJT OCHOBBIBACTCA Ha
U3YUYECHUU POJAOCIOBHOU YEIOBEKA. JlaHHBIN METO IIOMOTaeT
BBISIBUTh OCOOCHHOCTH HACJI€I0OBAaHUS HOPMaJIbHBIX U
MTaTOJIOTMYECKUX IPU3HAKOB OPraHrU3Ma YeJIOBEKA.

® bau3HenoBbIl METO — U3YUYCHUE OJIM3HELIOB JIJIS1 BHISIBICHUS
BIIMSIHUS HACJICIICTBEHHOCTH X BHEIITHEH CPEJIbl HA PA3BUTHE
oosie3Her. OCHOBA JAHHOTO METOAA — PA3INUYHS MEXKITY
OJIHOSIMIIEBBIMH Y PA3HOSMIIEBBIMM OJIHM3HELIAMH,
0O0yCJIOBJICHHBIE Pa3HbIMU (PAKTOPAMH.



® IIlutorenernueckuni merod. OCHOBOU JJaHHOTO
METOJa SIBIIACTCS NCCIICIOBAHNE CTPYKTYPBI
XPOMOCOM Y 3JI0POBBIX U OOJIBHBIX JIIOJICH.

® buoxumuueckuu Metoa. Ilpu momoniu 3Toro
METOAa YYCHBIC UCCIEAYIOT 0COOCHHOCTH OOMEHA
BEIICCTB YeJIOBEeKa (MHOXKECTBO HACJIECACTBECHHBIX
3a00JI€BaHUN HEOCPEICTBEHHO CBS3aHEI C
HapyIIeHuEM 0OMEHa BEIECTB).

® MMMyHorenernueckum Metol. JlaHHBIN METO
ITO3BOJISIET CTABUTH AUATHO3 IIPHU BPOXKICHHBIX
MMMYHOJI€(PUIIUTHBIX ITaTOJIOTHIX.

® Metoa nepMarormuuKyd — U3y4EeHUE ManuJUIIPHBIX
y30pOB JIAJIOHEW U CTOII. JlepMaTOrIu(PUIeCcKhe
y30pPbl OCTAKOTCS HEU3MEHHBIMHU Ha MPOTSHKCHUN
BCEH JKU3HM YeJIOBEKa. /[epMarorumduyuecKuit
aHAJIW3 UCIIOJIL3YETCS ISl TMAarHOCTUKHA HEKOTOPBIX
T€HOMHBIX ¥ XPOMOCOMHBIX MYTaI{M.



[ IpodumakTrka HaCIEICTBEHHBIX
Oone3HEU

Hanbonee s pexTuBHBIM 1
pPacIpoOCTPaHEHHBIM METOIOM
npo(UIAKTUKHN HACIICACTBEHHBIX OOJIC3HEN
SIBJISICTCS MEOUKO-TEHETUYECKOE
KOHCYJIbTUPOBAHUE, KOTOPOE MO3BOJISET
IpeaynpeauTh NOSBICHUE B CEMbE
OonbHOro pedeHka. Ilpexae Bcero atTo
KacaeTCs TSHKEJIBIX IOPOKOB Pa3BUTHUS U
HACJICJICTBEHHBIX O0JIC3HEMN.



HeoHarajabHBIM CKPUHUHT

HeoHaTtanbHbIN CKPUHUHT (CUH. CKPUHUHT
HOBOPOXXACHHBIX, OT aHIJI. tO Screen -
IPOCEHUBATh) - MEIUIMHCKAS
AUArHOCTUYECKAs TEXHOJIOTHS CILUIOIIHOIO
1a00pPaTopHOro 00CIeJ0BaHUS BCEX
HOBOPOKICHHBIX HA HEKOTOPHIEC 3a00JICBaHUS
oOMEHa BEIIECTB, IpU3BaHHAS 00CCIICUUTD
CBOCBPEMEHHOEC BBISIBIICHHE U HAa4aJlo
JIedeHUs OOJIbHBIX NETEU C HEIIBIO
IpeIOTBPAICHUS UX MHBAIUIN3AIIH.



C IOMOIIBIO HEOHATAJIBbHOI'O CKPUHUHIA B
HACTOSIIEE BPEMS MOXKHO BBISBUTH HECKOILKO
3a00JIECBaHU OOMEHAa BEIIECTB, KOTOPhIC 0€3
MAaKCHMaJIbHO PAHHETO MOCJIE POXKICHUS
HayaJa JICYCHUs OOpeKaroT peOcHKa Ha
MHBAJINIHOCTD BCIICJACTBHUE TSKEIOIO
MOPAKECHUS LICHTPAJILHOM HEPBHOM CUCTEMEI.

B Poccuu peanusyrorcs nporpamMmmabl
HEOHATAJILHOI'O CKPUHUHTA: (DEHUIKETOHYPHH,
BPOXICHHOTO THIIOTUPO3a, MYKOBUCITHI034,
raJakTO3EMUH, AJIPEHOTCHUTAIILHOTO
CUHIpOMA.



JI1s HeoHATaIbHOIO CKPUHUHIA BEIOpAHBI UMEHHO
T€ 3a00JIEBaHUs, KOTOPHIE OTBEYAIOT
ONnpeICICHHBIM KpUTEpHsIM. Bo-niepBhIX, H
(PEHUIIKETOHYPHSI, U BPOKJICHHBIN THIIOTUPE03 0€3
CBOCBPEMEHHOI'0 HayaJja JICYCHUS OJHO3HAYHO
PUBOIAT PEOCHKA K IITyOOKOW MHBAIMIHOCTH. Bo-
BTOPBIX, JIJISI IIPEIOTBPAICHUS HHBAIUIU3AIAU
peOCHKA BCIIEACTBUE ATUX 00JIC3HEH UMCIOTCS
3(p(EeKTUBHBIC METOABI JICUCHUS. B-TpeThux, 3TH
3a00JI€BaHUS BCTPEUAIOTCS HE TaK YK PEIKO - UX
yacrtora Bble, 4eM 1 Ha 10000 HOBOPOXKACHHBIX.
M HakoHel, 4151 EHUIIKETOHYPUH U BPOXKICHHOIO
TUIIOTHUPO3a pa3padoTaHbl TOUYHBIC OMOXMMHYCCKHEC
METO/IbI 1a00PaTOPHOMN JOKIMHUYECCKOM
JTUArHOCTHUKH, T.€. €11 10 BOSHUKHOBEHMUS
BHEIIHUX, KINHAYECKUX MPOSBICHUI
3a00JICBaHUS.



[IporpamMMa HEOHATAJILHOTO CKPUHUHTA 00JIC3HEH
oOMEHA BEIIECTB BKJIKOYAET B C€0 HECKOJIBKO ATAIlOB.

Ha niepBoM 3Tarme emie B poqrJIbHOM JIOME Ha 3-5-U J€Hb KU3HU
y BCE€X HOBOPOXKJICHHBIX POU3BOJUTCS B3SITUE KPOBU JJIs1
MCCJICJIOBAHMUS 1 IOCTAaBKa €€ B CIIEIUATU3UPOBAHHYIO
naboparopurro. KpoBb y Majibliia 0ObIYHO OEpETCS U3 MATOUYKHU U
HAHOCHUTCS Ha CIIEIUaIbHBIA OyMa)KHBIM TeCT-0JaHK, Ha
KOTOPOM UMEIOTCA rpadbl, Ky/ia 3alIUChIBACTCs MHPOpMAIIUS O
peOeHKe: (haMuiIns MaTepH, JOMAITHUK aJipec CEMbH, JlaTta U
HOMED POJIOB, HA3BaHKE POJIOBCIIOMOIaTeIbHOIO YUPEKACHUS U
T.J1. Takol TecT-0JIaHK C BBICYIIEHHBIMHU IISITHBIIIIKAMU KPOBU
[epeChlIACTCs MO MOYTE B CHCHMAIBHYI) OMOXMMHYECKYIO
nabopaTopHIo - Takue Jadboparopuu B Poccun 0ObIYHO
pacnoiararTcs Ha 0a3e MEIMKO-TeHETUYECKMX KOHCY/IbTallui U
IIEHTPOB.



® Bropou 3Tanm HEOHATAIILHOTO CKPUHUHWUHTA
IIpeICTaBIIsICT COOOM 1a00pPaTOPHOE UCCIICAOBAHUE
BCEX IOCTYIMUBIINX B J1Ja00OpaTOpHIO 00pa3IioB KPOBU
HOBOPOXKJICHHBIX. M3 IATEH KPOBU OJHOI'O M TOIO K€
TeCT-OJIaHKa MPOBOAMUTCS 00CIe10BaHUE PEOCHKA U
Ha (PCHUJIKETOHYPHIO, U Ha BPOXKJICHHbBIN THIOTUPO3.
Tonbko B mepBOM cllydae B KPOBH OIIPEACISCTCS
KOHIICHTpaus (heHUIaJaHuHA, a BO BTOPOM -
TUPOTPONHOIro TopMoHa. Eciu KOHIIEHTpalus 3TUX
BCIIICCTB B IIpeieaax HOPMbI, TO Ha STOM
o0ceI0BaHNEe 3aBepIIACTCs, a HH(POPMAaIHUs O
HOPMAJIbHBIX PE3ylIbTaTaX TECTUPOBAHUS HUKYOA HE
nepenactcs. B ciydae ke NpeBhIIIeHUS] HOpMaIbHBIX
ITOKa3aTelieh, pOAUTEIIM peOeHKa, IO agpecy,
yKa3aHHOMY Ha TeCT-OJIaHKE, BEICHLIACTCS IMMCHMO C
Ipoch00M 00eCIIeUnTh HOBTOPHOE, YTOUHSIOIIEE
HCCIIEJ0BAaHUE KPOBHU MaJlblllia.



IlonyyeHue poauTEIIMH TAKOIO MUChMa BOBCE
HE 03HAYaeT, YTO UX PeOCHOK OOJICH,
IIOCKOJIBKY B OOJIBIINHCTBE CIIy4aeB IpHU
IIOBTOPHOM TE€CTUPOBAHMHU 00pa3lia KpOBU
OOHApPY>KUBAIOTCSI HOPMAJIbHBIC PE3YIbTaTHI.
OJIHAaKO OTHECTHUCH K TAKOMY H3BEIICHUIO U3
n1adopaTopur HEOHATAJbHOIO CKPUHUHTA
HEOOXOMMO C IIPEACIILHOU
OTBETCTBEHHOCTBIO, T.K. MOXKET CIIYUYUThCS TaK,
4TO JaJdbHEMIIEE 3J0POBbE PCOCHKA U
OJIaromnojJy4ue CEMbU MOXKET BO MHOI'OM
3aBHUCETh OT CBOCBPEMEHHOCTH U YETKOCTH
BBIITOJIHCHUSI BCEX MHCTPYKIIMHU I10
YTOYHSIIOIIEMY OOCIICIOBAHHIO PEOCHKA.



Eciu nipu yTOUHSIOIIEM 00CIIEA0BAaHUH ITOBTOPHO
OOHapPYKEHO IPEBBIIICHNE KOHIICHTPALH
(eHMUIIaTaHMHA WK TUPEOTPOITHOIO TOPMOHA B KPOBH
peOEHKa, TO ATO C OUCHb OOIBIION BEPOSITHOCTHIO
yKa3bIBACT HA HAJIMYHUE COOTBETCTBEHHO JIH00
(heHUIKETOHYPUH, JINOO BPOXKJICHHOIO TUIOTHPO3a. B
IIEPBOM CJIy4ae POAUTEIIN C PEOCHKOM CPOYHO
BBI3BIBAIOTCS HA IIPUEM K Bpady-I€HETHKY, I7IC B
IIPOLIECCE MEAUKO-TEHETHYECKOTO KOHCYJIBTUPOBAHMS
YTOYHSIETCS AUArHo3 3a00JICBaHUSI M HAa3HAYACTCS
neyeHre. Bo BTopoM ciydae, IOCKOJIBKY BPOKACHHBIM
TUIIOTUPEO3 Yallle BCETO HE UMEET HACIIEACTBEHHOU
IPUPOJIbI, POAUTEIN HH(OOPMUPYIOTCS O
HEOOXOJMMOCTH CPOYHO JIOCTABUTH PEOCHKA K Bpavy-
SHJIOKPUHOJIOTY 11 YTOUHCHHUS JHarHo3a u
Ha3HA4YCHUS COOTBETCTBYIOIIECH TEPAMKH.
HeoHaTanbHBINM CKPpUMHUHT (DEHUJIKECTOHYPHUH U
BPOKJICHHOT'O THUIOTUPO3a ABJISIETCA, IO CYTH JI€Na,
€AUHCTBECHHBIM IIIAHCOM JIJISI COXPAHCHUS MHTEIICKTAa
OOJILHBIX DTUMU 3a00JIEBAHUSIMU NETEN.



Ycrex B OCYIIECTBICHUM CKPUHHUHIA BO
MHOTOM OIIPEACIIACTCSI BHUMAHUEM U
OTBETCTBEHHOCTBHIO POJIUTENICH,
TOTOBHOCTBIO K COTPYIHUYECTBY C BpAuOM
BO MM OJIaronojy4Ms CBOETro peOCHKA.
Ponutenu noKHbBI 3HATh ITIABHOE:
OJIarOIpUSTHBINA IIPOTHO3 JIJII YMCTBEHHOTO
pa3BUTHUS peOCHKA, CTPaAIAIOIIEIO
(P€HMIIKETOHYPHUEH WX BPOKICHHBIM
TUIIOTUPO30M, BO3MOXKEH TOJIBKO B TOM
ciydae, €ClIU aA€KBAaTHOE JICUEHUE HAYATO B
IIEPBBIC MECSILIBI €0 KU3HU.



Croacu0o0 3a BHUMaHue!




