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BBEJAEHUE

Yyebnoe mocobue moarotoBieHo B coorBerctBuu ¢ ®I'OC BO 3++ mo
crienmangbHocT  31.05.01 Jlewebnoe pemno (2020), OOIl cnenuaabHOCTH
31.05.01 Jleyebnoe nmeno (2026), yueOHbM mmanoM (2026), paboueii nporpam-
MOW IUCHMIUIMHBL «MeaunuHckas reHetuka» (2026) mist oOydaromuxcst 1o
crenrasibHOCTH 31.05.01 JleueGHoe neno u mpeaHa3sHadeHo JUIsi OCBOSHUS 00-
menpodeccuonanbubix (OIIK-5), mpodeccuonanbubix (I1K-5, T1K-6, ITK-8,
[TIK-11) komnerenuuii B coorBetctBUn ¢ ®I'OC 3++.

[IpencraBieHbl HOBBIE JTAHHBIE O COBPEMEHHBIX METOJaX U Mporpammax
MPO(IITAKTUKA HACJICICTBEHHON IMAaTOJIOTHU B KPATKOM M HATJISTHOM H3JIOXKE-
Hun. HeoO6xoaumocTs co3anus yueOHOTo ocoOust 00yCIOBIICeHa HEIOCTATOYHO
MIOJIHBIM ONMCAHUEM B UMEIOIIEHCS Y4eOHO-METOUYECKOMN JTUTepaType CoBpe-
MEHHBIX METOJIOB MPOGUIAKTUKH HACJICACTBEHHOM MATOJOTHU, ¢ KOTOPBIMH
CTaJKMBAIOTCS BpauyM BCEX cHeIuaabHOCTel. B yueOHOM mocoOuu moapoOHO
W3JI0KCHBI OCHOBHBIC MPHUHITUAIIBI M MPOTPAMMBI TPO(HMIIAKTUKHA HACIIEACTBEH-
HbIX 3a00JICBaHUI, B TOM YHCIE MEIAMKO-TCHETHYECKOE KOHCYJIbTHPOBAHUE,
MPEKOHIENIIMOHHBI CKPUHUHT, MpEHATalIbHAas JUArHOCTUKA M HEOHATaJbHBIM
CKpUHUHT. Marepuain mpeacTaBieH B YI0OHOW sl BocpusaTus (popme C Hc-
MOJIb30BAHUEM TAOJIUIl U PUCYHKOB.

YyebHoe mocoOue COAEpPKUT COBPEMEHHYIO IMOJIE3HYI0 HHMOpMaIuio,
JIOTIOTHSIONIYI0 YICOHHUK, ITOMOTAIOIIYO Jy4IIeMy OCBOCHHIO YYEOHOTO MaTe-
puana u GopMUPOBAHUIO KOMITETCHIIHIA:

e OIIK-5 — cnioco6en oreHnBath MOpHODYHKIIMOHATBEHBIE, (PU3HOJIOTUIECKUE
COCTOSIHHS M TTaTOJOTHYCCKUE MPOIECChI B OPTaHU3ME YeJIOBEKa IS pellle-
HUS PO ECCUOHAIIBHBIX 3a/a4;

o [IK-5 — cmocoben cobpath 1 aHATU3UPOBATH YKAJIOOBI TIAIMEHTA, JAHHBIC €r0
aHaMHe3a, Pe3yJIbTaThl OCMOTpA, JIA0OpaTOPHBIC, HHCTPYMEHTAIbHBIC, ITaTO-
JIOTOAaHATOMHUYECKUE U WHBIE MCCIICOBAHUS B IIEJISIX PACIIO3HABAHUS COCTOS-

HHUA UJIW YCTAHOBJICHUS (baKTa HaJIn4us UJIN OTCYTCTBUA 336OH€BaHI/IH;
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e [IK-6 — cnocobeH ompenensaTh y MalnrueHTa OCHOBHBIE MATOJIOIMYECKUE CO-
CTOSIHUSI, CUMIITOMBI, CUHJIPOMBI 3a00J€BaHM, HO30J0TM4YecKrue (POpMbl B
COOTBETCTBUH C MEXIyHapOIHON CTaTUCTUYECKOU Kiaccupukanuen 0oses-
Hel 1 po0sieM, CBA3aHHBIX CO 3J0POBbEM, X IEPECMOTPA;

o [IK-8 — cmocobeH k onmpeneneHU0 TAKTUKA BEICHHS TAIUEHTOB C Pa3jInd-
HBIMU HO30JIOTUYECKUMU (OpMaMu;

e [IK-11 — crocoGeH y4acTBOBaTh B OKa3aHUM CKOPOM METUIIMHCKON MOMOIIN

IIpU COCTOAHUAX, Tpe6y}oumx CPOYHOI0 MCANIMMHCKOTO BMCINATCIILCTBA.



MPO®UTTAKTUKA HACJEICTBEHHOM MMATOJIOT A

[TpodunakTuka HACIEACTBEHHBIX OOE3HEN MpeACTaBIIsAET COOOM cucTeMy
HAay9HO 00OCHOBAHHBIX W COIMAIBHO 3HAYMMBIX MEPONPHUATHI, HAPaBICHHBIX
Ha MPEayNnpexACHUE BOZHUKHOBEHHUSI U NPOTPECCUPOBAHUS HACIEICTBEHHON U
BpOXKJIEHHOM narosorud. OHa 3aHMMAEeT BaKHOE MECTO B COBPEMEHHON Meau-
[[UHE, MOCKOJBbKY MO3BOJISIET HE TOJBKO CHU3UTHh YaCTOTY TSDKENbIX 3a00JieBa-
HUW, HO ¥ YJIYYIIUTh Ka4€CTBO U MPOAOJDKUTEILHOCTD KU3HU HacelieHus. B 3a-
BUCUMOCTH OT 3Tala BMENIaTEeJIbCTBA Pa3MYalOT MEPBUYHYIO, BTOPUUYHYIO U
TPETUUHYIO MPOPUIAKTUKY HACTEACTBEHHBIX OOJIE3HEH.

Ilepeuunas npogunaxmuxa HanpaplieHa Ha MPEAYNPEXKICHUE 3a4aTHs
pebeHKa ¢ HacjieACTBeHHOM maTtosiorueit. KimoueBoe 3HaueHHe B JaHHOM KOH-
TEKCTE€ MMEET OTBETCTBEHHOE IUIAHUPOBAHUE AETOPOXKIACHUS, OCHOBAHHOE Ha
y4€Te ONTHUMAIBHOIO PENpPOAYKTUBHOTO BO3pacTa POAUTENEH, BHUMATEIbHON
OIICHKE TEeHETUYECKHX PHUCKOB, CBSI3AHHBIX C OJIM3KOPOJICTBEHHBIMU Opakamu, a
TaKe€ Ha B3BEIICHHOM PEIICHUH O BO3MOXKHOCTH 3a4aTvs B CIy4asX MOBBIIICH-
HOW BEPOATHOCTH HACIEICTBEHHOW WJIA BPOXKIEHHOW MaTosioruu. CylIeCcTBEH-
HBIM KOMITOHEHTOM TIEPBUYHON MPOGUIAKTUKHU SBIISCTCS U YIYYIICHUE CPEIIbI
oOutanusa yenoBeka. OHO OPHUEHTHPOBAHO MPEXKJAE BCETO HA MPEJOTBPAILECHUE
BO3HUKHOBEHHUS HOBBIX MYTAIIMH U IOCTUTAETCS CTPOTMM KOHTPOJIEM COAEpKa-
HUS MYTareHHbIX M TEPATOTE€HHBIX (PAKTOPOB B OKPYXkAIOIIEH cpese, BKIIYas
XUMUYecKue, Gpu3ndeckue 1 OMOJI0rHYecKrue BO3IEHCTBHUS.

Bmopuunaa npogunakmuka HacleICTBEHHbIX OOJIe3HEH CBsI3aHA C BBI-
SBJICHUEM TAaTOJOTUM Ha PaHHUX HdTamax BHYTpUyTpoOHOro pazButus. OHa
BKJIFOYACT MPEPHIBAHNE OEPEMEHHOCTH B CIIy4asiX BBICOKOW BEPOSITHOCTH TSIXKe-
JIOTO HACJIEACTBEHHOTO 3a00JIEBaHUS y TUIOJIA JTMOO MPU YCTAHOBIEHHOM IIpEHa-
TaJbHOM AuarHose. Takoe BMEIIATEIbCTBO BO3MOMXHO HMCKJIIOYUTEIBHO C WH-
(OPMHUPOBAHHOTO COTJIACHS KEHIIMHBI U B CTPOTO OMpeeiIEHHbIC 3aKOHOIA-
TEJIBCTBOM CpPOKU. OCHOBaHUEM JUIsl SIIMMHUHALIMKM SMOPHUOHA WM TUIOAA CITYKUT

HaJIn4yue HaCHC)ICTBCHHOﬁ 60J163HI/I, HECOBMECTHUMOM C >KU3HBIO WU IMpUuBO -



el K riy0oKoMy MHBAJIUMAU3UPYIOIIEMY COCTOsIHUIO. B HacTosiee Bpems mpe-
pbIBaHUE OEPEMEHHOCTH OCTAETCS E€AUHCTBEHHBIM 3(()EKTUBHBIM pEHICHUEM
1py OOJBIIMHCTBE TSDKEIBIX U JICTATBHBIX TCHETHUECKUX JIe(EKTOB.

Tpemuunasa npogunakmuxa HarpaBjcHa Ha NPeOTBPAIICHUE PA3BUTHUS
3a00JIeBaHUSl ¥ YK€ POIMBIIETOCS peOeHKa MO0 Ha CHUKEHHUE TSIKECTH €ro
KIIMHUYECKUX MposiBjeHMA. OHa OCHOBAaHA HA MPUHIMIE TaK Ha3bIBAEMOIO
HOPMOKOITUPOBAHUS, TO €CTh MAKCUMAJIHLHO BO3MOXKHOIO MPHUOIMKEHUSI Hapy-
IICHHBIX (PYHKIIUHA OpraHu3Ma K (U3HOJOTHIECKONH HOpME. DTH MEPOTPHUITHS
HEPEJKO COBIMAJIAIOT C JIEYEOHBIMU M BKIIIOYAIOT KOMIUJIEKC MEIUIIMHCKUX BMe-
IaTeJIbCTB, KOTOPhIE MOTYT OCYIIECTBISITHCA KaK BHYTPUYTPOOHO, TaK M MOCIE
poxaenusi. TpetuuHasi npouiiakTUKa MO3BOJISIET 3HAYUTEIBHO YIYUIIUTh MPO-
THO3, COLMAIBHYIO a/IalTAllMI0 U KAYeCTBO >KU3HHM MAlMEHTOB C HACJEICTBEH-
HOW MMaTOJIOTHUEM.

B cooTtBercTBHM ¢ pekoMeHmanusaMu BceMupHOM opraHu3anuu 37paBo-
OXpaHEHHS, MOMYJSIHUOHHO-TEHETUYECKUE CKPUHUHIOBBIE MPOrpPaMMBbl pa3Jiv-
YalTCs O IEJSIM M CpokaM TpoBejeHus. [IpekoHIenuoHHasi TUarHoCTUKa
OpHEHTHPOBaHA Ha CHIDKCHHE pUCKa JJisi OyIyIIero mioja u oOecreyeHne HH-
dbopMUPOBAHHOTO BBIOOpa MpHU IJIAHUPOBAHUM AeTopoxaeHus. [IpeHartanbHas
JIMarHOCTUKAa HaIpaBlieHa Ha (OPMHUPOBAHUE IPYIIN BHICOKOTO PUCKA POKICHUS
00JMBHOTO peOeHKa W JTMaTHOCTHKY MOPaKEHHBIX IUIOJO0B B CPOKH, KOTJa BO3-
MOXHO MEIUIIMHCKOE BMEIIATENILCTBO, BKIIIOYAas MpepblBaHUE OEPEMEHHOCTH,
MpEHATaIbHOE WJIM pAaHHEE HEOHaTaJbHOE JieueHue. HeoHaTanbHbI CKPUHHUHT
HalleJIeH Ha paHHEe BBISIBJICHHME HOBOPOXKIICHHBIX C HACJIEICTBEHHBIMU 3a00Je-
BaHUSIMU JIJI1 CBOEBPEMEHHOTO Hayaja Tepanuu W MOJy4eHUE JaHHBIX O pac-
MPOCTPAaHEHHOCTH 3a0oyeBaHui B momyssanuu. OOIIENnonyIsSIHOHHbBIE TPO-
rpaMMBbl HalpaBJICHbl Ha BbISIBJICHUE (DAaKTOPOB PUCKA M pa3pabOTKy Mep Ipo-
(bUITaKTUKH, pAHHEW TUarHOCTUKH U JICUCHUS PaCIpOCTPAHEHHBIX 3a00JICBaHUM.

Opranuzanuonasie GopMbl MPOGUITAKTAKN HACIEACTBEHHBIX O0JIe3HEH
MIPECTABISAIOT COO0M COBOKYIMHOCTh B3aMMOCBSI3aHHBIX MEAMIIMHCKUX, CaHU-

TapHO-TUTHEHUYECKUX W 00pa30BaTENbHBIX MEPONPHUATHMA, HANPABICHHBIX HA



CHW)KEHHUE YaCTOTHI U TSYKECTU HACIEACTBEHHOMN NATOJIOIMU B MONyJsiuu. Llen-
TPaJIbHOE MECTO B 3TOM CHCTEME 3aHHMAECT MEIUKO-T€HETUYECKOE KOHCYJIBTHU-
pOBaHUE, JOMOJHSIEMOE MEPUKOHIICTIHNOHHON MPOPUIAKTUKON, MpEeHaTaTbHON
U IPEKIMHUYECKON JTHATHOCTUKOM, BBIBICHUEM TI'€TEPO3UTOTHBIX COCTOSHHM,
JUCHAHCEPHBIM HAOIIOJEHUEM CEMEW C HaCJIEeICTBEHHBIMHU 3a00JIEBAHUSMHU, a
Tak)Ke€ KOHTPOJIEM MYTareHHOCTH (PAKTOPOB OKpY)KAIOIIEH CpeAbl U MX TUTHE-
HU4eCKON pernameHTanuei. CylecTBEHHOE 3HAYCHHE UMEET U pacipoCTpaHe-
HUE MEANKO-TEHETUUECKUX 3HAHUN CPed MEIUIIMHCKUX PaOOTHUKOB M Hacele-
HUSl, YTO CIOCOOCTBYET (POPMUPOBAHUIO OTBETCTBEHHOI'O OTHOIIEHUS K BOIPO-
caM penpoOayKTUBHOIO 3710POBbsI.

[IpodunakTuka HacaeACTBEHHBIX OOJIE3HEW peamnu3yeTcsl 0 HECKOJIbKUM
HAIPaBJICHUSM, BKIIIOYAIOLIUM Yy4Y€T HEXKEJIATEJIbHOCTH OJU3KOPOJICTBEHHBIX
OpakoB, MOHMMaHHE OMOXMMHYECKHMX MEXAaHU3MOB pa3BUTHS 3a00J€BaHUM,
KOHTPOJIb UMMYHOJIOTHYECKUX (PAKTOPOB, B HACTHOCTH PE3yC-NIPUHAIICKHOCTH,
CTPOTUI OTKa3 OT yHOTPeOJIEHUs aJIKOTOJIsl U HAPKOTHUECKUX BEILIECTB, a TAKXKE
MOJJIep>KaHUE SKOJOTMYECKOM YHMCTOTHI Cpeibl oOuTaHus. BaxxHeHmmmu HH-
CTPYMEHTAaMH OCTAIOTCS MEIMKO-TEHETUYECKOE KOHCYJBTHUPOBAHUE U JOPOIO-
Basl JMArHOCTUKA HACJIEICTBEHHBIX 3a00JI€BaHUM, TO3BOJISIONINE CBOEBPEMEHHO

BBIABJIATH PUCKHU Y IIPUHUMATD 00OCHOBaHHBIC PpCLICHUS.

MEIUKO-'EHETUYECKOE KOHCYJIbTUPOBAHUE

Menuko-reneTuueckoe KOHCylIbTUpoBaHue B Poccuu Hauvanmo dopmupo-
BaThCs B IepBoi nosnioBuHe XX Beka. [lepBble cnenuanin3npoBaHHbIE KOHCYIIb-
Talu ObLUIA OPTaHU30BAaHbI BBIIAIOIIMMCS OTE€UECTBEHHBIM reHeTHKOM Cepreem
Huxkonaesuuem JlaBunenkoBbiM B 1920 rogy B Mockse u B 1934 rony B JIlenun-
rpajie ¢ MeNbi0 TPOGUIAKTHKN HACIEACTBEHHBIX 3a0osieBanuii. CeroaHss Meau-
KO-TE€HETUYECKOE KOHCYJIHTUPOBAHUE PACCMATPUBACTCSA KAK KOMILUICKCHAs Me-

IOUIMHCKAs: 1 KOMMYHHKATUBHAs MPaKTUKa, TpeOyromas riry0oKux npodeccuo-
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HaJbHBIX 3HAHUM M HAIpaBJEHHAsl Ha pelleHue OMOJOTUYECKUX, TICUXOJIOTnYe-
CKUX, CEMEHHBIX U COLUATILHBIX BOMPOCOB, CBS3AHHBIX C HATUYUEM WM PUCKOM
HACJIEICTBEHHBIX 3200JIEBaHUI B CEMBE.

OcHOBHBIE 33Jla4y¥l MEIUKO-T€HETUYECKOT0 KOHCYJIbTHPOBAHUS BKIIIOYA-
IOT:

1) ycTaHOBII€HHE TOYHOTO AUAarHO3a HACIEICTBEHHOTO 3a00JIeBaHMUS;

2) ornpeziesieHHEe XapaKkTepa Hacle0BaHus B JaHHOU CeMbeE;

3) pacuet pucka NOBTOpEHUs 3a00JICBaHUS B CEMbE;

4) onpenenenne HanoOosee 3PHEeKTUBHOTO MeToa MPOPUIAKTHKUA B KOH-
KPETHOM CEMBE;

5) pa3bsacHEeHHE OOpAaTHUBIIMMCS 3a KOHCYJbTAallUEl CMBICIA COOpAHHON U
IpOAaHAIU3UPOBAHHOW HH(OpPMAlMM B XOA€ KOHCYJIBTHPOBAHMS, MEIUKO-
T€HETUYECKOr0 MPOrHO3a M HamOoJiee MOAXOAAIINX NPO(QUIAKTHUYECKUX MEpP B
KOHKPETHOM CUTyaluu;

6) OMOIIb CEMbE B MIPUHITUU PELICHUS] OTHOCUTENIBHO JAJIbHENUIIETO pe-
IPOJYKTUBHOIO IMOBEJECHUS U TEHETUYECKOTO TECTUPOBAHHUS.

OCHOBHBIMU TIOKa3aHUSIMU JJIsi OOpallleHusi Ha MEIHUKO-T€HETHUYECKOe
KOHCYJIbTUPOBAHUE 10 MOBOAY XPOMOCOMHOM MAaTOJIOTHH SIBIISIIOTCS CUTYALIMH C
MOBBIIIEHHBIM PUCKOM T'€HETHYECKUX HapyleHui y nmoroMctBa. K HUM OTHO-
CATCS TO3IHUM PENpOAYKTUBHBIA BO3pacT poauTenel (matepu crapue 35 et
u/umm otua crapuie 40 aeT), OTArOUEHHBIM aKyIIEpCKU aHAMHE3 — IPUBBIY-
HO€ HEBBbIHAIIMBaHHE OEPEMEHHOCTH, MOBTOPHbIE CAMOIPOU3BOJIbHBIE a0OPTHI,
MEPTBOPOXKACHUS, KOTOPbIE MOTYT OBITh CBSI3aHbI C XPOMOCOMHBIMH TpPaHCIIO-
KalMsIMU, IEPBUYHOE OECIUIOINEe, HAJTUYME AHAJIOTMYHBIX MPOOJIEM Y KPOBHBIX
POJICTBEHHHKOB, OJIN3KOPOJICTBEHHBIE OpaKy, POKICHHUE MPEbIIYIIEeTro peOEHKa
C TIOPOKaMHU Pa3BUTHs, a Takke MpodhecCHOHANbHbIE BPEIHOCTH C JOKA3aHHBIM
TEepaTOreHHBIM PPEKTOM.

[Ipouecc MeAMKO-T€HETUYECKOIO KOHCYJIBTUPOBAHMS OCYLIECTBISETCS
nostanHo. Ha nmepBom »Tane npoBoautcs cOOp MOAPOOHOrO0 CEMEHHOro U Me-

JUIWHCKOI'O aHaMHE€3a, KIMHHUYCCKOC O6CJ'ICI[OBaHI/Ie N Ha3HA4YCHUC HGO6XOI[I/I—
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MBIX JTAOOPATOPHBIX HMCCIICAOBAHUN, BKJIOYAss KapUOTUIIUPOBAHWE W MOJIEKY-
JSIPHO-IIUTOTCHETUICCKUE METO/IbI, TAKHE KAK CPAaBHUTEJIbHAS T€HOMHAS TUOPH-
au3anus Ha MUKpoMatpurax. Ha criemyromem stame onpeaensieTcsi reHeTh4e-
CKHUM PUCK ISl CEMBU. 3aTEM CJEAYeT dTan HHPOPMUPOBAHHOTO OOIIIEHHUS C Ta-
IIMEHTOM W €r0 POJICTBEHHHKAaMHU, Ha KOTOPOM OOCYXHAIOTCS BO3MOXHBIC pe-
MIPOTYKTUBHBIC ¥ MEIUITMHCKHUE CTPATETHH, a TIPU HEOOXOIUMOCTH OCYIIIECTB-
JSIETCS ITUTENFHOE HAOMIOICHNE U TICUXOJIOTHYECKas TIOACPKKA.

YcTaHOBICHHE TOYHOTO JUATHO3a SBJSETCS KITFOYEBBIM JJIEMEHTOM KOH-
cynbTupoBaHusi. OHO BKJIIOYAET aHAJIM3 POJOCIOBHOM, KIMHUYECKYIO OIEHKY
(EHOTUNTUYECKUX TPU3HAKOB M pe3yJbTaThl JAaOOPATOPHBIX HCCIEIOBAHUM.
Pacuér pucka moBTOPHOTO0 BO3HUKHOBEHHS 3a00JICBaHUS MIPEANOIaraeT KoJmde-
CTBEHHYIO OIICHKY BEPOSTHOCTH, aHAJIU3 TSXKECTU M MPOTHO3a MaTOJIOTHH U CO-
MTOCTABJICHHUE C MOMYJISSITAOHHBIMA JaHHBIMH.

[Tocie ycTaHOBNIEHUS TUAarHO3a BPAd-TeHETHK MPEIOCTABISICT MaIlieHTaM
MOJIHYI0 MH(OpPMAIIKI0, HEOOXOAUMYIO /I MPUHATHS OCO3HAHHOTO PEIICHHUS.
DTO OXBaThIBACT BO3MOXHOCTH MPEHATAILHON TUATHOCTUKH, CPOKU U METOIBI
e MpoBeJICHUs, OTPAaHUYEHUSI U TIOTeHIIMANIbHBIC pUcku. [Ipu mokazanusax o06-
CY)KIAIOTCSI BCTIOMOTATEIIbHBIC PETPOTYKTUBHBIC TEXHOJIOTHH, BKIIIOUast JOHOP-
CTBO TaMeT M TMPEUMILUIAHTAIIMOHHYIO T€HETHYECKYIO THAarHOCTHKY, OCOOCHHO
akTyanbHble Tpu (popmax Oecrutonmsi, Takux kKak cuHapom lllepemeBckoro-
Tepnepa wiu cunapom Knalindensrepa, 1100 A1 npeaoTBpallleHUs Tepeaadn
HACJICJICTBEHHBIX 3a00JIeBaHUN. JTU BONPOCHI TPEOYIOT AEIMKATHOTO MOJX0/a,
YYHUTHIBAIONIETO JMYHbIC, KYJIbTYPHBIE M PEIUTHO3HBIC YOCKICHHUS MaIllMeHTA.
He3aBucruMO OT MTMYHBIX B3TJSA0B CIICIUATUCTA, TTAIMEHT UMEET MPaBO HA TOJI-
Hy10 uHpopMaIio 000 BCeX 3aKOHHBIX M KJIMHUYECKH 000CHOBAHHBIX BaphaH-
Tax 00CJICIOBAaHMS M PEIIPOTYKTUBHOTO BHIOOPA.

Takum 00pa3zom, reHeTHYeCKOe KOHCYJIbTUPOBAHNE HANPABICHO HA MOJ-
JIEP’KKY TAIMEHTOB U MX CeMEd B MPUHATUU OCO3HAHHBIX PEIICHUN C yud&TOM
BCEX JIOCTYMHBIX ajnbTepHAaTHB. COBPEMEHHBIM NAIMEHT-OPUEHTUPOBAHHBIM

Ioaxon HO,[[LIépKI/IBaeT HCAUPCKTUBHOCTL U OTCYTCTBUC OLCHOYHBIX CY)K,HGHI/II;'I
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CO CTOPOHBI KOHCYJIbTaHTA, JaK€e €CJIM BHIOOp MAIIMEHTa KaXKeTCsl eMy Hepaluo-
HabHBIM. ['1aBHas 11€51b — COJIEHCTBUE aBTOHOMHUM CEMbH, IO3BOJISASI UM IPU-
HUMAaTh PEIICHUs, C KOTOPHIMU OHU CMOTYT XHUTh CIIOKOHHO U 06€3 COXaJIeHUH.

Menuko-reHeTHYeCKOe KOHCYJIbTUPOBAHUE COYETACT 3HAHUS T'€HETHKH,
KJIMHUYECKOW MEIUIUHBI M TICUXOJIOTHH, YTO TO3BOJISIET YUYUTHIBATH OMOJIOTH-
YEeCKHUe, IMOLIMOHAIIbHBIE M COIIMANIbHBIEC acTIeKThl cuTyanuu. LleHTpanbHbIM mo-
HSTHUEM SIBIISIETCS TEHETUUECKUI PUCK — BEPOSITHOCTh BOZHUKHOBEHUS HACIIEI-
CTBEHHOM MAaTOJOTUM y MPOoOaHJa WIM €ro POACTBEHHUKOB. B KIMHUYECKOU
MpPaKTUKE BBIACISIIOT HM3KMM pHUCK (<5%), cpennuii (6—20%) u BBICOKHIA
(>20%).

CymecTByeT ABa BHUJIa KOHCYJIbTUPOBAHUSA: TPOCTIEKTUBHOE, TIPOBOIUMOE
710 HACTYIUIEHUsSI OEpEMEHHOCTH U OPUEHTUPOBAHHOE Ha MPOTHO3 MOTOMCTBA, U
PETPOCTIEKTUBHOE, TIPOBOJAUMOE TOCJE POKICHHUS peOEHKA C HACIEACTBEHHOMN
WIH BPOXKACHHOW MATOJIOTHEN AJI OLIEHKH PHCKOB IMPH IUIAHUPOBAHUHU Oymy-
mux aeteil. Takol quddepeHInpoBaHHbBIN OIX0]] TO3BOJISIET UHAUBUIYaTN3H-
poBaTh NPO(YUIAKTUYECKHE MEPBI U MOBBICUTH UX 3P(PEKTUBHOCTb.

Menauko-reneTnyeckasl ciy’0a MMeeT MHOTOYPOBHEBYIO CTPYKTypy: Ha
paiiloHHOM ypOBHE KOHCYJIBTHPOBAHHE MPOBOJIUTCS BpadyaMH BCEX CIIEIIUATbHO-
CTEH, Ha PETHOHAIILHOM — Yepe3 CHEeIHaI3UPOBAaHHBIC MEIUKO-TeHETUYECKUE
KOHCYJIBTAIIMH, HA MEXPETHOHAIILHOM U (PeiepaJIbHOM YPOBHSAX — KOOpIUHA-
[IUI0 OCYIIECTBJISIOT HAyYHO-TIPAKTUYECKUEe LEHTPhl. OCHOBHBIC OpraHU3allU-
OHHbBIE ()OPMBI CITYKOBI BKIIFOUAIOT KOHCYJIbTAIIMU OOIIEro mpodusis u crerua-
JU3UPOBAHHYIO MEIULIUHCKYIO TOMOIIb.

[Tokazanusi nnsl HampaBJICHWs HA KOHCYJBTAIMIO BKIIIOYAIOT POXKICHHUE
peOEHKa ¢ BPOXKAEHHBIMU MTOPOKAMH, HAJIMYUE YCTAaHOBJICHHOTO UJIU MpeIIoia-
raeMoro HacJIeICTBEHHOTO 3a00JeBaHMs, 3aCPKKy (PU3NIECKOTO WU WHTEI-
JIEKTYaJbHOTO Pa3BUTHS, IOBTOPHBIC CIIOHTAHHBIE a0OPTHI, BBISIBJICHHUE MATOJIO-
MY TIPU CKPUHUHTOBBIX OOCJIEIOBAHUAX, OJM3KOPOJICTBEHHBIE Opaku, BO3pacT
Matepu ctapiue 35 neT, HeOJaronpusTHbIe BO3JEHCTBUS BHEIIHUX (DAKTOPOB B

paHHUE CPOKH OEPEMEHHOCTH M OCIOKHEHHOE TEUCHHUE TeCTaIUH.
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OcHOBHBIC 3aJauun MGHHKO-F@HGTH‘IGCKOﬁ CJ'Iy}K6I>I BKJIIFOYAaOT YCTAHOB-
JICHHMC TOYHOI'O AMAarHo3a HACICACTBCHHOI'O HJIN BpO}KI[éHHOFO 33.60JI€B3,HI/I$I,
OIIPCACIICHNUC THUIIA HACJICIOBAHWA, pacqéT pHUCKa IMMOBTOPHOI'O BO3SHUKHOBCHUS,
Pa3bACHCHHUC MCAUKO-TCHCTHYCCKOI'O IIPOIrHO3a, AUCIIAHCCPHOC Ha6JIIOI[eHI/I€
POACTBCHHHUKOB C IIOBBINICHHBIM PHCKOM M pPACIIPOCTPAHCHUEC MCIUKO-

FeHETUYSCKUX 3HAHUM cpean MCIUIIMHCKOI'O IMEpCoHaia U HACCIICHMAA.

INEPUKOHIEIIIINOHHASA ITPOPUJTAKTUKA
HACJEJICTBEHHBIX BOJIE3HEN

ITepukoHIENUUOHHAN MPOPHUIAKTHKA — KOMIUIEKC MEP, IPOBOAUMBIX
70 3a4aTUsl U B PaHHUU MEpUOJ SMOpHOTreHe3a MJisl CO3/IaHUs ONTHMAJIbHBIX
YCIIOBHM CO3pEBAaHMS FaMET, OIUIOAOTBOPEHUS, UMIUIAHTAIIMM U Pa3BUTHUS DM-
OpuoHa.

[lepukoHuenuuonHass Npo(UIakTUKa BKIIOYAET MEAMIMHCKYIO MOJIr0-
TOBKY, B TOM UHCJI€ BBISIBJICHUE U JICYEHHE XPOHUUYECKHX OYaroB MHPEKUUU U
XPOHUYECKUX COMATHUYECKHX 3a00JI€BaHUM, a TaKKe MOAOOP ONTUMAJIBHBIX J03
JIEKapCTBEHHBIX MPENapaToB ¢ YYETOM MX NOTEHIMAIBHOIO TEPATOr€HHOTO WU
AMOPHUOTOKCUYECKOTO JACHCTBUS. Y MY>KUHMH TPOBOJUTCS OLIEHKA IMOKa3aTese
CIIEpMOTpaMMBbl, MO3BOJISIONIAS CYAUTh O KaueCTBE CIIEPMATOr€HE3a U PEemnpo-
OYKTUBHOM NOTEHIIHAJIE.

[TepuxoHuenuuoHHas Mpo(UIaKTUKA IMpeAnoyiaraeT MjaHupoBaHUEe Oe-
PEMEHHOCTH U pallMOHAIBHOE PEryJIUPOBAHUE MOJIOBOTO PEXKUMA, YTO MOBBIIIA-
€T BEpOSITHOCTh 3a4aTvs B Haubosiee OIaronpusTHbINA nepuon. BaxHyro poib
UIpaeT MOJJEpKaHue 3J0pOBOTO 00pa3a KM3HU M HUCKIIOYEHHE BO3JICHCTBUS
HEOMaronpusTHHIX (PAKTOPOB BHEIIHEH cpenbl (XMMUYECKUX, (U3HUYECKUX U
OMOJIOTMYECKHX ), a TAK)KE MOJIHOLICHHOE TUTaHHe, 000TraléHHOEe BUTAMUHAMU U

MUKPODJIEMEHTaMH, B TOM 4HCIe (POTMEeBOM KUCIOTOH, TePUIIUT KOTOPOH acco-
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LHMAPOBAH C IMOBBIIIEHHBIM PUCKOM BPOXKIEHHBIX IMOPOKOB Pa3BUTHS HEPBHOM
TPYOKHU.

Oco0oe 3HaUYeHNE TEPUKOHIICTIIIMOHHAS TPO(QUIAKTHKA IPHOOPETAET MPH
HaJIM4YUKU (DAKTOPOB TOBBIIMIEHHOTO PHCKA, K KOTOPBIM OTHOCAT BEPOSITHOCTH
MYJIBTH(PAKTOPHAIBHBIX BPOKIECHHBIX MOPOKOB PAa3BUTHS W HACJICACTBEHHOM
MATOJIOTHH, OTATOIIEHHBIN PENPOMNYKTUBHBIM aHaMHe3 (CIOHTaHHBIE a0OPTHI,
BBIKUJIBIIIM WJIM MEPTBOPOXKJIECHHUS), HATMYUE Y OJTHOTO WUIU OOOUX POJUTENCH
XPOHUYECKHX 3a00JeBaHUI, SHAOKPUHHBIX MU METa0OJMYECKUX HaApPYIICHUH.
[TokazaHusiMu K yriryOieHHOW MPO(HUIAKTUYECKON MOATOTOBKE CIIyXKaT TaKkKe
pOXKJIeHHE JeTel ¢ TUMOTpodueil Win BpOKICHHBIMU MMOPOKAMH Pa3BUTHS, He-
0JIaronpuATHOE T€YEHUE MPEABIIYIINX OEpPEMEHHOCTEN, TPEXKIEBPEMEHHBIE PO-
Ibl, IJIMTEIbHOE MPUMEHEHUE JEKAPCTBEHHBIX M TOPMOHAIBHBIX KOHTpAIEN-
TUBHBIX CPEACTB, KOHTAKT C MyTareHHbIMU WJIM T€PATOr€HHBIMU (haKTOpaMH J10
3auaTus, a TaK’Ke BO3pacT OyaylmuXx poauTeNneit crapiie 35 yerT.

B pamMkax nepuKOHIENIHUOHHON MOATOTOBKH HEPEIKO BO3HHUKAET HEO0O0-
XOJIMMOCTh KapUOTUNHpOBaHuA. llokazaHus MU SBISIOTCA Oecruiogue B Mape,
OCOOEHHO MPU HAIIMYUU MYKCKOTO (pakTopa, MPUBHIYHOE HEBBIHAIIMBAHUE Oe-
PEMEHHOCTH, BBIKHUJIBIIIN HEICHOTO T€HEe3a, CIydyau aHAMOPUOHUHU, MEPTBOPOXK-
JICHUSI UK POXKACHUS peOCHKAa C MHOXKECTBEHHBIMU BPOXKJICHHBIMHU MOPOKAMHU
passutus. KapuotunupoBaHue NMoKa3aHO MPU NEPBUYHOW WIM BTOPUYHOM ame-
HOpEe, HAJIMYUU XPOMOCOMHBIX AHOMAJMH Yy POJCTBEHHUKOB CYIPYrOB, IpH
IJIAHUPOBAHUM MPOrpaMM BCIIOMOTATENIbHBIX PENPOJYKTHUBHBIX TEXHOJOTH,
BKJIIOYAs DKCTpaKoprnopanbHoe oriogoTBopenue (9KO), a Taxke mpu Heynay-
HbIX nonbiTkax IKO u HeoOX0auMOCTH MPOTHO3a 3/I0POBhs OyAYIIEro MOTOM-
cTBa. KapuoTunupoBaHue MOXKET BBINOJIHATHCS MPHU MOMOIIM ITUTOTCHETHYE-
CKUX U MOJIEKYJISIPHO-T€HETUYECKUX METOJOB, B TOM YHUCJIE XPOMOCOMHOTO
MUKPOMAaTPUYHOTO aHAaJIK3a, MO3BOJISIONIETO BBISIBISATH CyOMHUKPOCKOIIUYECKHE
XPOMOCOMHBIE NTEPECTPOMKH.

[lepukoHuenuuonHass nOpoUIAKTHKA TECHO CBf3aHA C  MEJHUKO-

IFCHCTHUYCCKUM KOHCYJIbTUPOBAHUCM, BKIOYAaOIINM BepI/I(bI/IKaI_[I/IIO HacIca-
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CTBEHHBIX 3a00JI€BaHUI, YCTAHOBJIECHUE TUIIA HACJIEOBAHUs, pacyeT reHeTH4e-
CKOTO pUCKa U olpesaeneHnue Hauoosee 3(pEeKTUBHBIX NPOPUIAKTHIECKUX MEP.
Pacuér reneTuueckoro pucka npu MyJabTU(AKTOPHATBHBIX 3a00JIEBAHUAX OCHO-
BaH Ha SMIIMPUYECKUX JAHHBIX O YaCTOTE MATOJIOTMHU B CEMBAX. JDTH CBEICHHUS
YCPEOHEHHBIE, TaK KAK YPOBEHb PUCKA BapbUPYET B 3aBUCUMOCTH OT UHIAUBHY-
QJIbHBIX U CEMEWHBIX ()aKTOPOB; OHM IMPEICTABICHBI B BUAE TaOIUI] SMIIMpHYE-
CKOI'O PUCKa B CIIELIMAJIM3UPOBAHHOM CIIPABOYHOM JINTEpATypE.

[Ipn XpOMOCOMHOI NMAaTOJIOTMH OLIEHKA PUCKAa UMEET CBOM OCOOEHHOCTH:
JUI YMCIIOBBIX XPOMOCOMHBIX a0eppaluil BEpOSTHOCTh MOBTOPHOTO Ciyyas
OOBIYHO HE mpeBbImaeT 1% npu OTCYTCTBUU XPOMOCOMHBIX HapyIIEHUH y po-
JIUTENEeH U JOMOJHUTENbHBIX (DAKTOPOB pUCKa, TAKUX Kak Bo3pacT matepu. [Ipu
MOHOT'€HHBIX 3a00JIEBaHUAX PAcUET PUCKA OCHOBAH HA TEOPETHUUYECKUX 3aKOHO-
MEPHOCTSAX HACIJIEIOBAHUSA, YTO MO3BOJIAET JOCTATOYHO TOYHO MPOTHO3UPOBATH

BCPOATHOCTD IIAaTOJIOI'MH Y ITOTOMCTBA.

INPENMIIVIAHTAIIMOHHOE 'EHETUHYECKOE TECTUPOBAHUE

[IpenmmianTaimonHoe reneruueckoe tectupoBanue (I11'T) npumensiercs
B niporpammax IKO ¢ nenpio oT60pa IMOPHOHOB, HE UMEIOIINX T€HETHYECKUX
HapylIeHuH, 10 nmepeHoca B moysiocth Matku (Puc. 1), 4To MO3BOISIET CHUBUTH
PUCK MMILUIAHTAIMK AMOPHUOHA C XPOMOCOMHOM WJTM TE€HETUYECKOW MaTOJIOTHEH
U TIOBBICUTH BEPOSITHOCTh HACTYIUICHUSI OEPEMEHHOCTH U €€ O1arompusiTHOTO
nucxona.

B pamkax III'T BbIOENSIOT TECTUPOBAHUE HA CTPYKTYPHBIE NEPECTPOUKHU
xpomocoM (III'T-CP), BeisiBiieHHME MOHOTeHHBIX 3a0osieBanuid (I1I'T-M), a Tak-
xe ckpuHuHr Ha aHeymouauu (III'T-A). Hecmotpst Ha TO, 4TO TE€XHOJOTHYE-
ckue mnatdopmel, mpumensemsie ipu [II'T-A u [II'T-CP, Bo MHOTOM coBMaja-
10T, KIIMHUYECKUE TTOKa3aHUs K UX UCIOJb30BaHuI0 paznuyarorcd. [II'T-A mpe-

MMYIIECTBEHHO HAMPAaBIICHO Ha MOBBIMICHUE d(PPEKTUBHOCTU JICYEHUST OECTLIO-
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nus y nap, npoxonsmux nporpammbl KO, Toraa kak [II'T-M u III'T-CP opu-
SHTUPOBAHBI MPEXKJE BCET0 Ha MPOPMIAKTUKY POKICHUS JIeTel C HACJIEICTBEH-
HOM TaToJIOTHEeH y (EepTUIBHBIX Map ¢ BHICOKUM PHUCKOM TIEpe/ayu TeHeTHYe-

CKUX HAPYIICHUM.

OnnogoTeOpeHHan in vitro
AlUerneTKa (3uroTa),

KYNETUBMPYEMan A0 CTaauK

8 KneTok \ /\
| /;:.—_--.-_;-\\\ ° ; C HapyweHMAaMM

[MepeHoC B MaTRy

He umnnaHTMposate

“-':.':.'-_-_-::::5/ BHYTpeHHAA
HKNeTo4YHaA MaccCa C HapyweHHMAMM

leHeTHM4YECKOE TECTUPOBaHKWE

Ees HapyLweHuH

Mmnnantuposate

bnactoumcrta

Puc. 1. [IpenmmnantanmonHoe reneruueckoe rectupoBanue (I11'T).

Meton, couetatomuii moaxoasl III'T-A u III'T-M, Ha3biBaeTCa Kapuom-
annunz (karyomapping) v UCIOIb3yeTCs JJisl OJHOBPEMEHHOIO aHaIu3a XpOMO-
COMHBIX HapyIICHUI U KOCBEHHOUN JUArHOCTUKU MOHOTEHHBIX 3a00JIEBaHUM MPHU
MPEUMILIAHTAIITMIOHHOM T'€HETUYECKOM TeCTUpOoBaHWU. OH OCHOBAH Ha aHAJU3E
OJTHOHYKJIEOTUIHbIX  moiaumopdmsmoB  (SNP  —  single  nucleotide
polymorphism) nipu momorn Mukpomatpuil (SNP array) u mo3BoJisieT ycTaHas-
JUBAaTh POJIUTEIILCKOE MPOUCXOXKIEHUE XpomMocoMm. McciemoBaHue BKIIIOYAET
reHorunrpoBanue JIHK oboux poaureneir u sMOproHa C MOCIEIYIONUM CPaB-
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HEHHEM IOJYyYEHHBIX JaHHbIX. KapMoMAnnuHr o0ecreurnBaeT BbIABICHUE aHe-
YIUIOUJUHN, CTPYKTYPHBIX NMEPECTPOCK, TPUIUIOUIUMN, OTHOPOIUTEIBCKUX JTHCO-
MU, MO3aulli3Ma M IO3BOJSET YCTAHOBUTH IMPOMCXOXKICHHE XPOMOCOMHOIO
nucoOananca.

Matepuaiiom mis III'T sBisArOTCS KNETKHM 3MOpUOHA, MOIyYaeMble ITyTEM
ouorncun O6macToMepa Ha 3-i JAeHb WU TPOPOIKTOAEpMbI Ha 5—6-i neHs. [Ipu
ouoncum 6JacToMepa 3SMOPUOHBI KyJIbTUBUPYIOT 10 cTaguu 8—16 KIIETOK, 3aTEM
M3BJICKAIOT OAHY KIJIETKY JJIsl aHaju3a XPOMOCOMHBIX HapylleHui. buorcus
Tpo(O’KTOIEPMBI MPOBOAUTCS HAa CTaJUU OJIACTOLMCTHI, YJAJIAIOT HECKOJIBKO
KJIETOK TUIALEHTHI I MOJIy4eHUs OOJIbIIEr0o 00beMa reHETUYECKOTo MaTepua-
na.

XpPOMOCOMHBIE aHOMAJIMHU BBISBIISIIOT METOJIOM (IyOpeCcLEeHTHONU rudpu-
nuzaruu in situ (FISH) unu cpaBHUTENBbHONW T€HOMHON THOpUIM3allMd HA MUK-
pomarpunax (aCGH). DOMOpHuoHbI 0€3 BBISBICHHBIX HApyIICHHH MEPEHOCAT B
MOJIOCTh MAaTKH, SMOPHOHBI C MOATBEPAKACHHOMN NaTonoruei uckioyarot. buon-
CUSl HE CHM)KAET KM3HECIOCOOHOCTh SMOPHMOHOB M HE BIIMSET HA WX JaIbHEM-
1iee pa3BUTHE.

I[II'T Ha cTragum OnacToMepa OrpaHUYEeHa MO TOYHOCTH U TEXHUYECKHU
cloHa. YacToTa JI0KHOMOJ0KUTEIBHBIX PE3YIBTATOB COCTABIAET OKOJO 6%,
JIO’)KHOOTPULIATEIBHBIX OKOJIO 1%, 4TO BBIIE, YeM MpH OUOICHHM XOpUOHA WIIU
amHuoIeHTe3e. buorcus 01acTOUCTHI MO3BOJIIET AHAIM3UPOBATH OOJbIIEE
YHCIIO KJIETOK M MMeeT 0ojiee BBICOKYIO TOUYHOCTb, TUArHOCTUUECKHE BO3MOXK-
HOCTH MPOAOJKAIOT U3y4aThCsl.

[IpeuMmIaHTalIMOHHOE TECTUPOBAHUE Pa3padaTHIBANIOCh KaK albTepHATH-
Ba MPEHATAIbHON TUArHOCTHKE C MOCJIEAYIOIINM IIPpephIBaHUEM OEpEMEHHOCTH,
9YTOOBI U30€KaTh CBA3AHHBIX C 3TUM ATHYECKUX, PEJIUTUO3HBIX U MCUXOJIOTHYe-
ckux npobneM. TeM He MeHee, HINUMHUHAIMS SMOPUOHOB C BBISIBJICHHOM MaTOJIO-
rMeil 0cTaeTcs MPeAMETOM JUCKYCCUI CPEIH MAlMEHTOB U CIIEUAIUCTOB.

[II'T-A ObUIO PEKOMEHIOBAHO >KEHIIMHAM CTapIIEero PEnpoyKTUBHOTO

BO3pacTa, ManueHTKaM € IMOBTOPHBIMH HCYJAa4YaMU 9KO, IIPUBBIYHBIM HCBBIHA-
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HIMBAHUEM M TsKEIbIMU (OpMaMH MYKCKOTO (aktopa Oecruoaus. B Hacros-
niee BpeMs [II'T-A npumeHsoT Takxke y 60jiee MOJIOABIX KEHIIUH ¢ OJaronpu-
ATHBIM PEMPOJAYKTUBHBIM MTPOTHO30M, MOCKOJIBKY MCCJICIOBAHUS TTOKA3aIH, YTO

y 9MOpPHOHOB, MOJYYEHHBIX B 3TOH IpyIiNe, BHICOKA YAaCTOTa aHEYTUIOUTUH.

ITPEHATAJIBHAA TUATHOCTHUKA

[IpenaranpHass AMAarHOCTUKA — KOMIUIEKC JHAarHOCTUYECKUX 00CiIen0Ba-
HUI, IPOBOAMMBIX B IIEPUOJ OEPEMEHHOCTHU C LEJIbIO BBISIBJICHUS HACIIEICTBEH-
HBIX U BPOXKIEHHBIX 3a00JIEBaHUI IJI0/1a. DTO KIFOUEBOE HAIPABJICHHUE MPOQPU-
JAKTUKHU TSDKEJION MepuHaTaibHOW natosiorud. OCHOBHAS LI€JIb IPEHATAIBHON
JMAarHOCTUKU — CBOEBPEMEHHOE BBISIBIEHHUE XPOMOCOMHBIX HApYIICHUH, BPOK-
JIEHHBIX MMOPOKOB Pa3BUTHs M HACIEACTBEHHBIX 3a00JI€BaHUN Yy MIIOAA HA paH-
HUX cTaausx. [lomydeHHbIe B X0/1€ MPEHATAIbHON TUArHOCTUKY JAHHBIE CIIyKAT
OCHOBOM [IJIl OLIEHKM TIE€HETUYECKOro pHucKa, (OPMHUPOBAHUS MEIUKO-
TeHETUYECKOr0 MPOrHO3a U MPUHATUS HHOOPMUPOBAHHBIX PELICHUM, KaK MeIu-
LIUHCKHX, TaK U PENPOAYKTUBHBIX.

[TokazaHusiMu U1l MPEHATAIbHON TUAarHOCTUKY SIBJISIFOTCSI BO3PACT Mate-
pu crapiue 35 JIeT, BBISBIICHHE Y OJHOIO U3 POJIUTENEN CTPYKTYPHBIX IIEPECTPO-
€K XpOMOCOM, B YaCTHOCTH TPAHCJIOKALIMH, CTydyan POKIEHUS B CEMbE JETEH ¢
ayTOCOMHO-PELECCUBHOM NAaTOJOTMEN WIM BPOXKICHHBIMU MIOPOKAMH Pa3BUTHS,
IIPUBBIYHBIE BBIKHUJIBIIIN, BBI3BIBAIOIIUE ITOJO3PEHHE HA MMMYHOJOTHYECKYIO
HECOBMECTUMOCTh MaTepy M IJI0JA MO APUTPOLUTAPHBIM aHTUT€HAM, a TaKXKe
HAJIMYUE y POAUTENICH JOMUHAHTHBIX HACJIECTBEHHBIX 3a00JI€BAaHUIN MIIM HOCHU-
TEJIBCTBO PELIECCUBHBIX MYTAIMI B T€TEPO3UTOTHOM COCTOSIHUH.

Meroabl npeHaTaJbHOM JUArHOCTUKH MOJpa3JeisiioT Ha HEUHBA3UBHbBIC
(mpoceuBaIINe) U WHBAa3WBHBIC, KOTOPHIE COYETAIOTCS C MOCIEAYIONIeH J1a0o-
paTopHOM quarHocTukou. Takoil moaxon obGecneynBaeT (popMUpOBaHHUE TPyl

pHUCKa 1 Bepu(UKAIMIO TUarHo3a Y KOHKPETHBIX TUIOAA.
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HEWHBA3UBHBIE METO/IbI IPEHATAJIBHOMN TUATHOCTUKH

HewnHBa3uBHbIE METO/BI NPEHATAIBHONM AMArHOCTUKH BKJIIOYAIOT 00CIie-
JI0OBaHUE TJ10/1a 0€3 OMEepaTUBHOTO BMEIIATEIBCTBA U SIBJISIOTCS OCHOBOM Mac-
COBOTO CKpHUHUMHTa. K HUM OTHOCSATCS MPOCEHUBAIOIINE YJIbTPA3BYKOBBIE HCCIIE-
noBaHus, poBoAuMbIe B cpoku 10—13, 20-22 u 30-32 Hemenu OEpEeMEHHOCTH,
IpU ATOM TPEXMEPHOE YJIbTPA3BYKOBOE HCCIEAOBAHUE MOXKET IMPUMEHSITHCA
HauuHas ¢ 12—13 "enens. BaxHylo posib UrpaeT OMOXMMHYECKUI CKPUHUHT, A B
OTJEJIbHBIX KIMHUYECKUX CHUTYalUSIX — METOAbl MArHUTHO-PE30HAHCHOU H
KOMIIBIOTEpHON TOMOTrpaduu. J[omnoiHUTENbHbIE BO3MOXHOCTU MPEJOCTABISAET
KOMITBIOTEPHBIA aHAJIU3 BEPOSATHOCTH (POPMUPOBAHUS CHHIPOMOB MHOXKeE-
CTBEHHBIX BPOXKJCHHBIX AHOMAJIMKA Pa3BUTHS Yy IUJIOAA, a TAKKE HEMHBAa3UBHOE
MPEHATaJIbHOE TECTUPOBAHUE, OCHOBAHHOE Ha aHaimu3e BHekieTtoyHou JIHK
IJI0/1a B KPOBU MATEPH.

HeunBaszuBHbIE METOMBI MPEHATAIBHOIO CKPUHUHIA XPOMOCOMHBIX aHO-
MaJuil MpeaiaraloTcs BCEM OEpEMEHHBIM JKEHIIMHAM U BKJIIOYAIOT YJIbTPa3BY-
KOBOE€ MCCIIeIOBaHNE U OMOXMMHMYECKUN aHaJIU3 CHIBOPOTKM KpoBH. Ha cpokax
11-14 u 19-21 Henenu rectauuu MPOBOAMUTCS KOMIUIEKCHAS OLIEHKA PAa3BUTHUA
IJI0/1a C LEIbIO BBISIBICHUS 33I€PKKH BHYTPHUYTPOOHOTO pOCTa, pUCKa Mpexie-
BPEMEHHBIX POJOB, MPEIKIAMIICUN, XPOMOCOMHBIX HAPYLICHUN U BPOKICHHBIX
ITIOPOKOB Pa3BUTH.

Ynaempa3zeykoeoe uccnedosanue vicnonszyercs sl pelICHHUs] MIMPOKOIO
Kpyra akylmepCcKux 3ajad, BKI4Yas ONPEAECICHUE JIOKAIU3aluU IUIALCHTHI, -
arHOCTUKY MHOTOIUIOJHOM OEpEMEHHOCTH, OLIEHKY pa3MEpOB IUIOAA U BBISBIIE-
HUE CTPYKTYPHBIX aHOMAJINi, TAKUX KaK TMOJUIAKTHIIAS WIN JTUIEBbIC Te(EKTHI.
Merton He NMpeACTaBIsAET U3BECTHOIO PUCKA HU I MaTepu, HU Juis moda. B
MEPBOM TPUMECTPE NPU YJIbTPA3BYKOBOM OOCIEAOBAHUM OLEHUBAIOTCS TOJIIH-
Ha BOPOTHHUKOBOTO mpoctpancTBa (Puc. 2), cocTosiHME KOCTEW uepena U HOCO-
BOM KOCTH, a TAK)KE aHATOMMSI BHYTPEHHUX OPTraHOB, B TOM YHCJIE€ HaJU4YUE U

CUMMCTpPHUA KaMCp CCpAala. VBennueHue TOJIINHBI BOPOTHHUKOBOI'O IIPOCTPAH-
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cTBa 110 3,5 MM 1 0ojiee MOXKET ObITh aCCOLIMMPOBAHO ¢ TpUCOMUSIMU 110 21, 18 u
13 xpoMocoMam, a TakKe C BPOXKJICHHBIMU MTOPOKAMH Cep/ilia. YK€ Ha PaHHUX
CpoKax OEpEeMEHHOCTH YJIbTPa3BYKOBOE HCCIEAOBAHHE ITO3BOJISCT BBISBIATH

TsKeJbIe e(heKThl HEPBHOUM TPYOKHU U Apyrue rpyOble aHOMaIUU pa3BUTHA.

1 D 0.18cm

Puc. 2. M3mMepeHre TOJIIIMHBI BOPOTHUKOBOTO MPOCTPAHCTBA B NEPBOM TpH-
MecTpe OEpEMEHHOCTH.

Bo BTOpOM TpuMmecTpe MpoBOAUTCS JETATHHOE aHATOMUYECKOE 00CIen0-
BaHME IO/, BKJIKOYAIOIIEE U3MEPEHUE €r0 Pa3MEPOB, OIIEHKY CTPYKTYpPHI ro-
JIOBHOT'O MO3ra, cepila, MO3BOHOYHHUKA, KOHEUHOCTEW M BHYTPEHHUX OPTaHOB.
JIONOJIHUTENBHO aHATU3ZUPYIOTCS KOJIMYECTBO UM XAPAKTEPUCTUKHU OKOJIOIIION-
HBIX BOJI, COCTOSIHUE, JIOKAIU3aIvs, TOJIINHA U CTPYKTYypa IJIAlCHThI, a TAaKKe
0COOEHHOCTH KPOBOTOKA B TIJIAIICHTE U ITYTIOBUHE.

[TpoBeneHre MOBTOPHOTO YJITPAa3BYKOBOTO MCCIIEIOBAHUS TTOKA3aHO MPU
BBISIBJICHUH MapKepOB MAaTOJIOTUU WM MOPOKOB Pa3BUTHUS B XOJI¢ NEPBUYHOTO
CKPUHUHTA, TPH HECOOTBETCTBUH Pa3MEPOB IUI0Aa CPOKY OEPEMEHHOCTH, a TaK-

K€ B ClIydasX, KOTrJaa B aHAMHEC3C JKCHIIWMHBI MMCCTCA POKIACHUC pe6eHI<a C
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BPOKJIEHHBIMU TIOpPOKaMU pa3BuTHs. JlonoiHutensHoe HaboieHne Tpedyercs
IpY HAJIMYUHU Y OEpeMEHHOM XPOHUUYECKHUX 3a00JIeBaHUM, TaKUX KaK CaxXxapHbIN
nuadeT, SIUJIETICUS WM aJIKOTOJIbHASI 3aBUCHMOCTD, KOTOPHIE TTOBBIIIAIOT PUCK
BHYTpUYTpOOHOI maTtonoruud. OCHOBaHUEM ISl YIIIYOJIEHHOTO YIIBTPa3BYyKOBO-
ro KOHTPOJISI CIIY)KUT BO3JICUCTBHE TEPATOTEHHBIX (DaKTOPOB, BKIIIOYAS pajua-
A0, XUMUYECKHE BElIeCTBa WM MH(GEKIUU, B MEPBBIC NIECITh HEAEIh Oepe-
MEHHOCTH, a TaKX€ HAJIUYUE BPOXKICHHBIX MTOPOKOB Pa3BUTHUS y OJTHOTO W3 CY-
MPYTOB.

Cpeaun HUX 0c000€ 3HaueHue umeeT anbda-peTonpoTenH — OENO0K, CUH-
TE3UPYEMBIil MEYEHBIO TUI0/Ia, KOHIIEHTPAIUsl KOTOPOTO (PU3NOIOrMYEeCKU U3Me-
HAETCS Ha MPOTSKEHUM OCPEMEHHOCTU M HApPYUIEHUS COACP)KaHUS KOTOPOTO
MOTYT CBHUJIETEJILCTBOBATH O MOPOKax pa3BuTus. [IIMpOKO HCHOIB3YIOTCA TaKKe
ONpeJeeHNEe XOPUOHUYECKOTO TOHAJOTPOIIMHA YEJI0OBEKA, YPOBHSI HECBA3AHHO-
ro 3CTPUOJIa U ACCOLMMPOBAHHOTO C OEPEMEHHOCTBHIO IUIA3MEHHOTO Oenka A
(PAPP-A), coderaHHbIil aHAJIN3 KOTOPBIX MO3BOJISIET OLIEHUTHh PUCK XPOMOCOM-
HBIX aHOMAaJIMH y TU10/a.

Buoxumuueckuil ckpununz OTHOCUTCS K YUCILY NIPOCEUBAIOIINX Jabopa-
TOPHBIX METOJIOB NpPEHATaJbHOM WAarHOCTUKU W OCHOBAH Ha OMpECICHUU B
CBIBOPOTKE KPOBH OCpEMEHHOM Tak Ha3bIBAEMBIX MATEPUHCKUX CHIBOPOTOYHBIX
MapkepoB. BHOXUMUYECKUIT CKPUHUHT SIBJIIETCS COCTABHOM YacThiO 00CIEI0Ba-
HUSI B MIEPBOM M BTOPOM TPUMECTpax OepeMeHHOCTHU. B mepBoMm Tpumectpe
OOBIYHO OMPENeNsIeTCs YPOBEHb CBOOOIHOM OeTa-CyOhe IMHUIIBI XOPUOHUYECKO-
ro TOHAJOTPONHMHA YEJIOBEKAa U aCCOIMUPOBAHHOTO ¢ OEPEMEHHOCTHIO TIa3MEH-
HOTo Oenka A, 4YTO U3BECTHO KaK JBOITHON TecT. Bo BTopoM TpumecTpe mpume-
HAETCA TPOWHOW TECT, BKIouaromuii onpeneneHue Oera-XI'U, anbda-
(deronpoTenHa U HEKOHBIOTUPOBaHHOTO 3cTpuoia (Tadm. 1). Jlns ckpuHuHTa
TprucoMuu 21 TakKe UCIMOIb3YeTCsl Y4eTBEPHOM TECT, B KOTOPHIN JTOMOJTHUTEILHO
BXOaUT UHTHOUH A. KOMOMHUPOBAHHBIN TECT MO3BOJIET OIICHUTH BEPOSITHOCTH

Hajauuus y mioja tpucomuit 21, 18 u 13 ¢ yuerom Bo3pacra marepu, OMOXUMHU-
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YECKUX ITOKa3aTeliel M JaHHBIX YJIBTPA3BYKOBOTO HCCJICAOBAHMS, BKIIIOYAS
TOJIIIUHY BOPOTHUKOBOTO ITPOCTPAHCTBA.
Tab6mamma 1
HNHTepnperanusi mapaMeTpoB, H3MEPEHHBIX B X0/1€

CKPHHMHIA B IICPBOM M BTOPOM TPpUMECTPaAX 6epeMeHHOCTI’I

Hapymenue Ckpunusr 1 Tpumectpa CkpuHHHTI 2 TpUMeCTPa
TBII | XT'Y | PAPP-A | XT'Y | ADII | E3 | Uuru6un A
Tpucomus 21 1 1 l i l | i
Tpucomust 18 1 ! ! ! ! ! —
Tpucomus 13 1 ! ! ! ! ! —
JledexTbl HEpBHOU
TpyOKHU - - - - 1 - -

Ipumeuanue: TBII — TonmumHa BOPOTHUKOBOTO NpocTpaHcTBa;, X1 U — xopuoHHnye-
CKUi roHagoTpornuH 4enoBeka; PAPP-A — acconuupoBaHHblil ¢ O€peMEHHOCTHIO MJIA3MEH-
HbIi 6enok A; ADIT — anbda-peronporenn; E3 — cBoOOHBIN (HEKOHBIOTUPOBAHHBIN 3CT-
puon).

N3meHeHus: KOHIEHTpaIii OMOXUMHYECKUX MAapKEpOB UMEIOT XapaKTep-
HbIE 3aKOHOMEPHOCTH. Y POBEHb XOPUOHUYECKOTO TOHAAOTPONMHA MOBBIIIAETCS
MOCJIE 3a4aThsi, JOCTUTasi MaKCUMyMa K 9—12 HenensiM, 3aTeM CHUXKAETCS U CTa-
ounmmsupyetcst mpuMmepHo K 20-i Henene. [Toseimennsie 3HaveHuss XI'Y wnm ero
CBOOOJHOU OeTa-CyObeUHUIBI B TIEPBOM U BTOPOM TPUMECTpaxX XapaKTEPHbI
JUIs TpucoMuu 21, Torga Kak CHM>KEHHBIE YPOBHH Yallle YKA3bIBAIOT HA TPUCO-
mun 18 u 13. Konnentpauuss PAPP-A ObicTpo yBennuuBaeTcs B Hayane Oepe-
MEHHOCTH ¥ TPOJO0JIKAET MOCTENEHHO PAacTH 10 POJAOB; €€ HU3KHE 3HAYEHUS B
MIEPBOM TPUMECTPE acCOIMUPOBaHbI ¢ cuHapoMamu [layHa, OnaBapaca u Ilatay.
VYposeHb anbha-heTonpoTerHa HU30K B MEPBOM TPUMECTPE U MOBBIIIACTCS 10
npuMepHO 32 HeNellb, €ro CHUKEHHE BO BTOPOM TPUMECTPE XAPAKTEPHO IJIS
TpucoMuu 21. HEeKOHBIOTMPOBAHHBII ICTPUOJI HAPACTAECT HA MPOTHKEHUU BCEH
OEpEeMEHHOCTH, JIOCTHIas MakCUMyMa K poJilaM, a €ro CHUXXEHUE BO BTOPOM
TPUMECTPE CBUJECTEIBCTBYET O MOBBIIIEHHOM pucke Tpucomuii 21, 18 u 13. Un-
rMOMH A TIOBBIIIACTCS B TIEPBOM TPUMECTpPE, CTAOUIU3UPYETCSI BO BTOPOM H
BHOBb BO3PAaCTaET B TPETHEM; €TI0 YBEJIMUYEHHE BO BTOPOM TPUMECTPE XapaKTep-

HO Ju1s cuHapoma JlayHa.
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Ha ocHOBaHWU COBOKYITHOTO aHaju3a OMOXMMHYECKHX MapKepoB, JIaH-
HBIX YJIbTPA3BYKOBOTO HCCJIEJOBAHUS M BO3pacTa MAaTE€pU C UCMHOJIb30BAHUEM
CIICLIMATIM3UPOBAHHBIX KOMITBIOTEPHBIX MPOrPaMM PACCUUTHIBACTCS UHIUBUIY-
aJbHBIN PUCK POXKACHUSA PEOCHKA C XPOMOCOMHBIMU aHOMAIHMSAMU, 3aJICPKKOU
BHYTPUYTPOOHOI'O poCTa, MPEKIACBPEMEHHBIMHU POJAaMU U Tipeskiamncuei. [lpu
BBISIBIICHUM BBICOKOT'O PHCKA, PAaBHOTO WJIM MPEBBIMIAIOMIECTO OAWH CIIy4yad Ha
CTO, OepeMeHHas KEHIITMHA HaNpaBJIseTCsS B MEAUMKO-TEHETUUECKUN LEHTP IS
KOHCYJIbTallMU. Tam MpOBOAMUTCA YTOUYHEHUE JAUATHO3a, IOBTOPHOE YJIbTPa3BY-
KOBOE€ HCCJIEJOBAaHUE W TEPEpacyeT WHIAMBUAYAIBLHOrO pucka. IIpu moarsep-
KJICHUHU BBICOKOTO PUCKA XPOMOCOMHOM IMATOJIOTHUU B IIEPBOM TPUMECTPE PEKO-
MEHJIyeTCSl MHBa3MBHAsl JAUArHOCTHKA, HapuMep Ouoricus xopuoHa. Eciu BbI-
COKHI PHUCK BBIABIAECTCS BO BTOPOM TPUMECTPE, IPUMEHSIOTCA TAKUE METOJBI,
KaK IUIALEHTOLIEHTE3, aMHUOLIEHTE3 MIIA KOPIOLIECHTES.

[To pesynbraram 00CIe0BaHUS JICUAIIUNA aKylIep-THHEKOJIOT PEeI0CTaB-
JsieT OepeMEHHOM JKCHIIMHE TOJHYI0 HWH(POPMAIMIO O BBISBICHHBIX M3MCHCHU-
X, BKJIIOYAs HAJIUYUE XPOMOCOMHBIX aHOMAJIWWd U MOPOKOB Pa3BUTHS, IPUBO-
JSIIMX K CTOMKOMY HapylieHUto (PyHKIMI opraHu3Ma v He uMmeromux 3¢ dek-
TUBHBIX METOJOB JieueHus. B pamkax MHGOPMUPOBAHHOTO MEIUIIMHCKOIO CO-
MPOBOXKACHUSL TaKXke 00CYXKIAaeTCsl BOBMOXKHOCTh MPEPhIBAaHUSI OEPEMEHHOCTH
M0 MEIUIIMHCKUM IMOKa3aHUSAM B COOTBETCTBHUU C JICMCTBYIOIIMM 3aKOHOIATEb-
CTBOM.

NHBa3uBHBIE METOABI MPEHATAILHOW JUATHOCTUKUA NPUMEHSIIOTCA IJIs
MTOJTYYSHHS TIPSMOTO OHMOJIOTHYECKOro Marepuaja IjIoja M MO3BOJISIOT C BBICO-
KO TOYHOCTBIO BBIABJISITH XPOMOCOMHBIE U TEHETUYECKUE HAPYIICHMUS.

buoxummnueckrue MeToJbl JMArHOCTUKM 3aHMMAalOT BaXXHOE MECTO B CHU-
CTEME BBISBJICHUSI HACJEIACTBEHHBIX U BPOXKICHHBIX 3a00JI€BaHUM, MOCKOJIBKY
MTO3BOJISIFOT OIEHUBATh META0OJUYECKUE U MOJICKYJISIPHBIC HApYIIIEHUS HA paH-
HUX 3Tarnax pa3BUTHs 3a00Je€BaHMS, HEPEIKO 10 (POPMHUPOBAHMS BBIPAKCHHOM
KJIMHUYECKOW KapTUHBbI. B KIMHUYECKOW MPAKTUKE OHU IPUMEHSIOTCA KakK B

paMKaxX MacCOBBIX MPOCEUBAIOIINUX MPOTPaMM, OPUEHTUPOBAHHBIX HAa 00CIENO0-
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BaHUE IIMPOKUX TPYIIN HACEJICHHUS], TAK U B COCTABE CEJIEKTUBHBIX JUArHOCTHUYE-
CKHUX MPOrpamMM, HApaBJICHHBIX HA MAI[UEHTOB C YK€ MMEIOIIUMHUCS KIUHUYe-
CKMMU MTPU3HAKAMH WJIH MOBBIIICHHBIM PUCKOM HACIEACTBEHHOM MaTOJIOTUH.

[TokazaHust 711 UCIIOJIB30BAHUS OMOXUMHUYECKUX METO/OB CYIECTBEHHO
pa3IMyalOTCs B 3aBUCUMOCTHM OT BO3pacTa MalueHTa. Y HOBOPOXKICHHBIX
HACTOPAKMBAIOIIMMHU CUMIITOMaMH, TPEOYIOITUMHU MPOBEACHHS YIITYyOJICHHOTO
OMOXUMHUYECKOTO 00CIIeIOBAHUS, SBIISIIOTCS CYAOPOKHBIA CHHIPOM, KOMAaTO3-
HBIE COCTOSIHMSI, IOBTOPHAsI pBOTA, BEIPAXKEHHAS MBIIIICYHAsI TUTIOTOHUS, 3aTSIK-
Hasi WM WHTEHCHUBHAS KEJITyXa, MOSBJICHUE CHEu(pUYECKOro 3amaxa mora u
MOYH, a TaAK)KE€ OCTAHOBKA WJIM PE3KOE 3aMEJIJIEHUE pOCTa. JTU NPOSABICHUS MO-
TyT CIYXUTbh PAaHHUMHU MapKepamMu BPOXKICHHBIX HapylIEHU OOMEHa BEIIECTB
U IPYTUX HACJIEICTBEHHBIX 3a00JICBAHMIA.

VY nereit Gonee cTapiiero Bo3pacta OCHOBAHHMEM IS MPUMEHEHUs Ouo-
XUMHUUYECKUX METOJIOB JUArHOCTUKHU SIBJISIFOTCS 3a/I€P’KKa YMCTBEHHOTO U (U3H-
YECKOTO Pa3BUTHUSA, yTpaTa paHee MPUOOPETEHHBIX HABBIKOB M (DYHKIIHI, a Tak-
e (HOpMUpPOBAHME KIMHUYECKOM KapTUHBI, XapaKTEPHOW JUIsi KOHKPETHOTO
HACJIEICTBEHHOTO 3a0oJieBaHMs. B Takux ciydasx OMOXMMHYECKOE HCCIIeI0Ba-
HUE TO3BOJISIET YTOYHUTH AUArHO3, ONPEISTUTh MaTOreHETUYECKUE MEXaHU3MBI

00JIe3HU U BBIOPATh ONTUMAJIBHYIO TAKTUKY JICUCHUS U HAOIIOICHNS.

HEVWHBA3UBHBIN IPEHATAJIBHBIA TECT (HUIIT)

3a mociieIHUE NECATUIIETUS TPOU30IIIEI 3HAYUTENbHBIN Mporpecc B o0ia-
CTU IIPEHATAJIbHOW JHATHOCTUKM XPOMOCOMHBIX HapyIIEHUH, O3HAMEHOBAB-
LIMKCS BHEAPEHUEM B KIIMHUYECKYIO NPAKTUKY HEMHBA3UBHOTO IPEHATAJIBHOIO
tecta (HUIIT). DtoT MeToa MO3BOMSET OLICHUBATH IUPKYJIUPYIONTYIO BHEKJIS-
tounyto JIHK (BkIHK) mist onpenenenus pucka aneymiounuii. B mepuon Ge-
pemennoctd BKJIHK B kpoBHu MaTepu npeactaBisieT co00M cMech MaTEpUHCKON

Bk/IHK u Bx/IHK mnarentsi, oOpasyromeiicst B pe3yibTaTe amnornro3a IUToTpo-
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dbob6nacta. Ananu3 mupkynupyromeit geransnoi JIHK obecnieunBaer BhIsiBIIE-
HUE KaYeCTBEHHBIX U KOJMYCCTBEHHBIX Pa3IMunii MEXIy MAaTCPUHCKAM U TUIa-
LEHTapHbIM T'eHeTHYeCKUM MarepuaioM (Puc. 3), a Takke Mo3BOJISIET ompe[ie-
JIUTH 1O peOCHKA.
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[Ha‘-IVIHaFl c9-10 ,U,HK MOKONeHus * KonuuyecTtso * Tpucomum 21,13,18
NaToreHHbIX annenen * Tpunnouauu
6 Hegenn ) (BKﬂHK) (NGS) e Konudectso OHK * Aneynnowguu no
RREMEHHOCTI nnoga NonoebiM
* Konu4ectso XpOMOCOMamM
aHaNU3Upyembix * MWUKpPOXPOMOCOMHBIE
monekyn JHK CUHAPOMBI

¢ OTyoeCKOE
HacnegoBaHue

Puc. 3. Cxema IIPpOBCACHHUA HCHHBA3WUBHOI'O IIPCHATAJIBHOT'O TCCTA.

KauecTBeHHBII aHAIN3 TIO3BOJISIET BBIABIATH HACIEyEMbIE OT OTLA BapU-
aHTBI, HAIPUMEP OMNPEAEIATh pe3yc-(aKTop MpU PUCKE pe3yc-KOH(]IMKTa, KO-
TOpPBI BO3HHUKAET, €CIU y MATEPHU Pe3yC-OTPULIATENIbHASI KPOBb, Y OTLA PE3YC-
IIOJIOKUTENBbHAS, a IO/ HACJIEAyeT Pe3yC-NOJ0KHUTENIbHbIN BapuaHT. Kosmue-
CTBEHHBII aHan3 00ECIeYnBAET BbISBICHUE TPUCOMMM MJIM MOHOCOMHIA 3a CUET
OLICHKM M3MEHEHUH OOIIEero 4uciia XpoMOCOM, HalmpuUMep yBEJIWYEHHE 4ducia
xpomocoM 21 nipu cunapome JlayHna. CpaBHeHue yncia (pparMeHTOB UCClIeye-
MBIX XPOMOCOM C KOHTPOJBbHBIM OOpa3LioM ¢ HOPMaJbHBIM YHCIOM XPOMOCOM
ITO3BOJISIET PACCUNTATH 0’KMIAEMYO JTOJIFO KaXA0W XPOMOCOMBI.

Ilpeumywecmea HUIIT BK104aOT BBICOKYIO YyBCTBUTEIBHOCTD U CIIE-
U(UIHOCTh MPEHATATBHOTO CKPUHUHTA, HU3KUM YPOBEHB JIOXKHOIOIOKHUTEIb-
HbIX pe3ynbTaToB (98-99% mns tpucomuu 21, 44-91% pns tpucomun 13,
83-95% nina Tpucomuu 18, ipu 3TOM A0JI4 JIOKHOMOJIOKUTEIBHBIX PE3YJITATOB
coctaBisieT 1-2%), 6e3omacHOCTh MeTo/1a (3a00p KPOBU OCYIIECTBIISIETCS] TOJb-
KO M3 BEHbI, YTO UCKIIOYAET PUCK MH(ULIMPOBAHUS WM NpEephIBaHUs OepeMeH-
HOCTH), & TaK)K€ BO3MOKHOCTh PAHHETO MOJY4YEHHUs PE3YNbTaTOB (3a00p KPOBU
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BO3MOXeH ¢ 9—10-if Henenu OepeMEeHHOCTH, PE3YNIbTaThl 0OBIYHO T'OTOBBI B Te-
yenue 10-14 auein).

Ozpanuyenus METOAA CBA3aHBI C MUHUMaJIbHOU nonel geranpHoit JJHK,
HEOOXOAMMOM JUIsl aHaliu3a, YTO JENAaeT TECT HEMPUMEHUMBIM Ha Cpoke 110 9
Henenb OepemenHocTd. Huskas nmons deranpHoit JIHK mMoxker mpuBoguTh K
JIO’)KHOOTPHUIIATEIBLHBIM PE3yJIbTaTaM, OCOOCHHO Y KEHIITUH C BHICOKUM HHJICK-
coM Macchl tena. s mocroBeproro HUIIT HopManibHBIM CUHATAETCS YPOBEHB
deransuoit JIHK Bbime 3,5-4%. Ilpu MHOrOmiaogHoil OepeMeHHOCTH, €CIH
MPOUCXOAUT OCTAaHOBKA Pa3BUTHUSL OJAHOTO W3 TUIOAOB, (perampHas JIHK 3amep-
HIEro IUI0Ja MOKET LUPKYJIUPOBaTh B KPOBH MaTepu JI0 LIECTU HEAENb, UCKa-
Kasi pe3yabTaThl aHanu3a. [Ipu MHOrOIIOMHON GepeMeHHOCTU Tpems u Oosee
mwiogamu HUIIT o6pruH0 HE mH(pOpMaTHBEH. XPOMOCOMHBIE AHOMAJIMU MaTEPH,
BKJIIOYAs MO3AaWIM3M WM BapHalliyd YWCIa KONMHUW, a TaKKe INEepPEHECEHHbBIE
TPAHCIUIAHTALIMM KOCTHOTO MO3Ta WM JPYTUX TKAHEW U PEIKO BCTPEUAIOIIUECS
3JI0KQY€CTBEHHbIC HOBOOOPA30BaHUSI, MOTYT JIaBaTh JIOKHOIOJIOKUTEIbHbBIE pe-
3yapTatbl. HUAIIT no3BossieT BBISBIATh aHEYIUIOWIWUA MO XpoMocoMmam 13, 18,
21, X n Y, a Takke MUKPOJICJICIIUN MO0 OTACIBHBIM JIoOKycaMm: 22q11.2 (cunapom
JuJlxopmxu unu Beno-kapauo-gdauuanbHeiii cuaapom), 1p36, 15ql1-13 (cun-
npombl  Anrenpmana u Ilpagepa-Bwinum), 4pl16.3 (cunapom Bombda-
Xupnixopsa), Spl5 (CHHAPOM «KOIIA4Ybero KPUKa»), HO HE BBISBISET PEIKHE
MO3aU4YHbIC UM YACTUYHBIC TPUCOMHUHU. BaxkHO OTMETUTH, YTO TOJIOKUTEIHHBIC
pesyabTatel HUIIT TpeOyroT 00s3aTeabHOTO MOATBEP)KIACHUS HHBA3WBHBIMH
METO/IaMH, TAKUMU KaK XOPUOHOUOTICHS MJIM aMHUOIIEHTE3.

B xnuHMYeCcKOl MpaKTUKe MPUMEHSIOTCS pa3IMuHbie 0a30BbIE MOAXOIbI K
MCIIOJb30BaHUI0 HEMHBA3UBHOIO NPEHATAIbLHOIO TeCcTUpoBaHUs. OHO MOXKET
paccMaTpUBaThCA Kak MEPBUYHOE MCCIENOBaHUE Y OCPEMEHHBIX KEHIIMH, KaK
YTOUHSIIOIIUA METOJl Y MAIlMeHTOK CO CPEHUM YPOBHEM pHCKa, a TaKXKe Kak
MPOMEKYTOUHBIN ATall y KEHIIUH TPYIIIbl BEICOKOTO PUCKA MEepe]] MPOBEACHUEM
PEKOMEHIOBAHHOTO MHBA3WBHOT'O BMeEIIATeNIbCTBA. Takoil auddepeHnnpoBan-
HBIN TOJXO/T TTO3BOJIIET CHU3UThH YUCIO HEOOOCHOBAHHBIX MHBA3UBHBIX IPOIIE-
JIyp TIPU COXPAHEHUH BBICOKOW JTUATHOCTUYECKON 3((HEKTUBHOCTH.
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AJNTOPUTM NpEeHATaIbHON JAMArHOCTUKA OCHOBAH Ha MO3TANHOM OLIEHKE
pucka. Ha cpoke okono 11 Henenb 6epeMeHHOCTH MPOBOAUTCS YIBTPA3BYKOBOE
HCCIICIOBAHUE C aHAJIN30M MAapKEPOB XPOMOCOMHOM MATOJOTHU, B YaCTHOCTH
TOJIIIMHBI BOPOTHUKOBOTO TpocTpaHcTBa. IIpu 3Hauenusx Oonee 2,5 mMuium-
MeTpa u pacuetHoM pucke Boime 1 k 100 mokazano yrimyOneHHoe o0OciieoBa-
HUe. BuoxumMudyeckuii CKpUHUHT MO3BOJISIET YTOUHUTD PUCK, U IIPU €r0 YPOBHE B
nuariazode oT 1 k 100 mo 1 x 1000 menecoobpa3zHo MPOBEICHUE HEMHBA3UBHOTO
MPEHATAIbHOTO TECTHUPOBAHUS C MOCIEAYIONIUM PElIEHUEeM Borpoca 00 WHBa-
3uBHOM nauarHoctuke. [Ipu pucke menee 1 k 1000 6epeMeHHOCTh, KaK MPaBUJIO,
MIPOJIOJDKAETCA MO CTAHIAPTHBIM IMHAMUYECKUM HAOIII0ICHUEM.

Hecmotps Ha BRICOKYIO MH(GOPMATUBHOCTh, HEMHBA3UBHOE MPEHATAILHOE
TECTUPOBAHUE UMEET psAll orpaHudyeHui. OHO HE PEKOMEHAYETCS MPHU HAIHUYHUU
YIBTPa3BYKOBBIX MapKEPOB XPOMOCOMHBIX aHOMAJIMH, BBIPAKEHHBIX MOPOKOB
pa3BUTHUS IJI0/Ia, @ TAKXKE NMPU YCTAHOBJICHHOM HOCHUTEIBCTBE XPOMOCOMHBIX
aHOMAJIMK y OJIHOTO M3 poauTesield. B mogoOHBIX CUTyalusIX TPEInoYTeHHE OT-
JA€TCs MHBA3WBHBIM METOAAaM IMPEHATAIbHOW JUMArHOCTHKU, 00ECIeUrBaIOIIUM

HpﬂMOI\/JI aHaJIn3 T'CHECTUYCCKOIO MaTcpuajia 1mjioaa.

WHBA3UBHBIE METO/Ibl IPEHATAJIBHON JTUATHOCTUKH

MHBa3uBHBIE METOJBI MPEHATATBHOM JUATHOCTUKH BKJIIOYAIOT OUOTICHIO
XOpHOHA (XOPHUOIIEHTE3), BHITIOTHAEMYIO Ha 6—9 Hemele OepeMEeHHOCTH, aMHHUO-
uenre3 Ha 15-17 nepene, mnanenrouente3 Ha 11-18 Henene, kopaoueHTe3 Ha
18-22 nenene u (HeTOCKOMNHUIO, TPOBOIUMYIO OOBIYHO Ha cpoke 18—19 Henenpb
(Puc. 4). BbiO0Op KOHKPETHOTO METOAa OMpPEAeIsIeTCS CPOKOM OEepEMEHHOCTH,
[IPEAIOIaraéMo NaToJ0Tuerd U KIMHUYECKOU cutyanuen. IIposenenue nHBa-
3UBHBIX BMEIIATENILCTB COMPSIAKEHO C PUCKOM pa3BUTHS oclioxkHeHui. K uucioy
HanOoJIee YacThIX OTHOCSTCS TMOBBLINIEHUE TOHYCa MUOMETpHUsi, (HOPMUPOBAHUE

XOpUATBHOM T€MaTOMBI, T€MAaTOMBI TIEPEAHEN OPIOITHOM CTEHKH, TPAH3UTOPHAS
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Opamukapaus IJI0/Ia U TOSBJICHUE KPOBSHUCTHIX BBIJCICHHUH. BEepoITHOCT OT-
JTAJICHHBIX OCJIOKHCHUU BapbHUPYET B 3aBUCHMOCTH OT METOJA M COCTABIISICT
okoJio 2% mociie xopuorobuoricuu, 2—3% mocie mianeHTorneHTes3a, okoyo 0,5%

nociie aMmHuoneHTe3a u 1-2% mnocie Kopao1eHTe3a.

VbTpasByKOBOM
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Puc. 4. buoncus xopuoHna (A) u amuauonerres (b).

buoncusa xopuona, viu 3a60p Bopcun xopuona (Cwm. puc. 4A), npeno-
CTaBJIIET BO3MOXKHOCTb IMPOBEICHUS ITPEHATATLHON IMATHOCTUKY YK€ B TIEPBOM
TpuMmecTpe OepeMeHHOCTH. Kak mpaBuio, mporeaypa BBINOJHIECTCS Ha CPOKE
11-12 Henmenp recranid W 3aKIIOYAETCs B TPaHCAOJOMUHAILHON acmupaluu
TKaHU BOPCHH XOpPHUOHA MOJ YJbTPa3BYKOBbIM KOHTposieM. [lonydaemasi TkaHb
UMeEeT IJI0THOE MPOUCXOXKIeHHE U hopMupyeTcst U3 Tpodoobiacta — HapyKHO-
ro KJETOYHOro CJIosi OJIaCTOLUCTHI, U3 KOTOPOTO B JaJdbHEHIIEM pa3BUBAETCS
namneHTa. B OuoncuiitHoM Martepualne HEPEeAKO MPUCYTCTBYIOT 2JIEMEHThI MaTe-
PUHCKON JeuuayanbHON TKaHW, KOTOPbIE MOMJIEKAT YAAJICHUIO MEPE] aHaJu-
3oM. [locne 3Toro oOpaszeln BOpCUH XOpUOHA KYJIbTUBUPYETCS C LENbIO MPOBE-
JIEHUSI XPOMOCOMHOT'O WJIM MOJIEKYJISIPHO-T€HETUYECKOTO MCCIIEIOBAHUS, BKIIIO-
yasi KapUOTUIUPOBAHUE WM CPABHUTEIBHYIO TC€HOMHYIO THOPUIIM3AINIO HA
MUKpOMaTpHIIaX.

OCHOBHBIM TIPEUMYIIIECTBOM OHOIICUHM XOpPHUOHA SIBISIETCS BO3MOXKHOCTh
MOJTYYEHUs] TUArHOCTUYECKOTO pe3yjbTaTa Ha PaHHUX CPOKaX OEpEeMEHHOCTH,

YTO COKpalllaeT MEePUO/ HEONPEACIEHHOCTH 11 CEMbH U, TPU HEOOXOIUMOCTH,
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MO3BOJISIET NMPUHATH PEIICHHE O MNpPephbIBAHUU OEPEMEHHOCTH B MEPBOM TpPH-
MecTpe. YCIEIHOCTh XPOMOCOMHOTO aHali3a IMpPH HUCIOJIb30BAaHUU JIAHHOTO
Meroaa npesbimaeT 99%. Bmecte ¢ TeM npumepHo B 1% citydaeB pe3ysibTaThbl
MOTYT OBITh HEOJHO3HAYHBIMHU BCJIEJICTBHE BBISIBIIEHHS XPOMOCOMHOTO MO3au-
[[M3Ma, UCTUHHOTO WJIM TICEBJOMO3aWIM3Ma, YTO TpeOyeT IOMOIHUTEIBHOIO
MOATBEPKIACHHUS C OMOIIBI0 aMHUOLICHTE3a.

B ycnoBusix cnenuanu3upoBaHHBIX LEHTPOB MPEHATAIbHON JUArHOCTHKU
PUCK MOTEpU OEPEMEHHOCTH, CBSI3aHHBIM C BBINOJHEHHWEM OWOIICMU XOpPHOHA,
JUITh HE3HAYUTEIHHO TMPEBBINIACT €CTECTBEHHBIN (DOHOBBIA PUCK CaMOIIPOU3-
BOJILHOTO MpEphIBaHUSI OEPEMEHHOCTH Ha Cpokax OT 7 A0 12 Henenb, KOTOPbIH
coctraBisieT 2-5%, W OlLIEHUBAeTCs MPHUOIM3UTENBHO KaK OJWH Ciay4dail Ha
300-500 npouenyp.

AMHUOUenme3 3aKI0YAETCAd BO BBEJICHUU UIJIBI B MOJOCTh aMHUOTHYE-
CKOT0 Melika ¢ nocieayomum 3a6opom 1020 MUTUTMIUTPOB OKOJIOILIOIHBIX
BOJl TpaHCAOJOMUHAIBHBIM JOCTYIOM TIOJ] YJIbTPa3BYKOBBIM KOHTPOJIEM
(CMm. puc. 4B). OxosoruiogHas >KUJIKOCTb COIEPKUT KIETKHU TUI0AA, TPUTOIHBIC
JUIsl KyJbTUBUPOBAHUSA W MPOBEACHUS JUArHOCTUYECKHX HccienoBaHuil. IIpo-
1eypa oObBIYHO BBIMIOJIHSIETCS Ha cpokax 16—20 Henmenb OepemenHocTH. [lomy-
YEHHBIN MaTepuai HeHTpUPyrupyercs sl OTIETICHUS KJIETOK OT HaI0Ca0YHOM
AKUJKOCTH, MOCJIE YETO KIETOUYHBIA OCaZOK KYJIbTUBUPYETCS C LEIbI0 CTUMYIIS-
MU KJIETOYHOro pocta. [IpumepHO uepe3 1Be Henelu, Kak MpaBUiio, YIa&Tcs
MOJIYYUTh JIOCTATOYHOE KOJIMYECTBO KIETOK i XpomocomHoro u JIHK-
aHau3a.

[lepen mpoBeneHMEM aMHHOLIEHTE3a CYIpY)KecKas mnapa JO0JbKHA ObITh
nH()OPMUPOBAHA O PUCKE CAMOIIPOU3BOJIBHOTO MPEPHIBAaHUSI OEPEMEHHOCTH, KO-
Topblii cocTaBiseT 0,5—1%. B ciydae BpISIBIEHUS TATOJIOTMYECKUX PE3YJIbTaTOB
MOXET BO3HUKHYTh HEOOXOJUMOCThH MpEphIBaHUS OEPEMEHHOCTH BO BTOPOM
TPUMECTPE, UTO COMPOBOXKAAECTCS MUHAYKIUEH poaoB. K pelkuM OCIoXKHEHUSAM
AMHHOLICHTE3a OTHOCATCS TOJATEKAHWE OKOJIOTJIOAHBIX BOJI, WH(EKIIMOHHBIC
OCJIOKHEHHUSI M TpaBMaTU3alMs IUI0Aa WIJoW. PaHHMN aMHUOLIEHTE3, BBIIOJ-
HABIIMICA paHee Ha cpokax 10—14 Henenb, B HACTOsAIIEE BPEMS HE PEKOMEHTy-
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€TCsl BBUY MOBBIIIEHHOTO PUCKA OCIOKHEHUN U ObLII 3aMEHEH OHOICUel XOpH-
OHA.

Kopoouenmes tnipencraBisieT co00il METOJ MOJyYeHHs] 0Opas3na KpOBHU
10Ja ¥, Kak MPaBUJIO, MPOBOJUTCS B YCJIOBHSX JTHEBHOIO CTalMoHapa 0e3
npUMEHEHUs1 aHecTe3un Ha cpokax 19-20 uenens Oepemennoctu. [Ipormemypa
BKJIFOYAET aHTUCENTHYECKYIO 00pa0OTKy TEepeTHEH OPIOIIHON CTEHKH OepeMeH-
HOU JKEHILMHBI, BBEJICHUE UTJIbI B aMHUOTHYECKYIO TIOJIOCTh O] YIIBTPa3BYKO-
BBIM KOHTPOJIEM U MyHKIUIO ITYTTOBUHBI ¢ 3a00pOM OKOJIO OJJHOTO MWJUTUIUTPA
KpoBH 1wioga. KopioneHre3 mHUpOKO MCHOIb3YeTCsl MPU BEACHUU OEpEeMEHHO-
CTeH, OCIIOXHEHHBIX PE3yC-U30MMMYHHU3AINEH, Y JKEHIIUH C OTPUIATEIbHBIM
pe3yc-(hakTopoM i ONpeeNIeHHs] pe3yC-MPUHAJICKHOCTH Iiona. B ciayuae
€CJIM TUI0JT UMEET OTPULIATENIbHBIA pe3yc-(aKkTop U y MaTepu OTCYTCTBYIOT aH-
TUPE3YCHBbIE AHTHUTENA, TMOCIe MPOIEAYPhl BBOJIUTCS AHTUPE3YCHBIH HMMY-
HOTJIOOYJIMH C 1eJbl0 NMpOoUIAKTUKU ceHcuounuzanuu. Kpome Ttoro, kop-
JOTICHTE3 TIPUMEHSIETCS TP HEMMMYHHOM BOJISTHKE TUTOJA TIPH TTOJ03PCHUH Ha
reMOrJo0MHONATHH, a TaKXKe B OTJEIBHBIX CIydyasx JJig MPOBEIACHUS XPOMO-
COMHOT0 aHaJIM3a C [EJbI0 YTOUHEHHS] MO3auIM3Ma, BHISABICHHOTO MIPU OHOIICUU
XOpHUOHA WJIKM aMHHUOIICHTE3E.

Puck camonpou3BoIbHOTO TIPEephIBaHUs OEPEMEHHOCTH, CBSI3aHHBIN C BbI-
MOJTHEHUEM KOpJiolieHTe3a, cocTaBisieT MmeHee 0,8%.

Takum o00pazoM, OMOXMMHYECKHE U TeHETUUYECKHUE METOAbl JUATHOCTUKU,
BKJIIOYAsi HEMHBA3WBHBIE U MHBA3MBHBIC MOJAXO0JbI, (GOPMUPYIOT €AUHYIO, MHO-
TOYPOBHEBYIO CHUCTEMY IMpPEHATaIHLHOTO OO0CIEeN0BaHUS, MO3BOJSIONIYI0 OMNTH-
MaJIbHO co4eTaTh MH()OPMATUBHOCTh, O€30MACHOCTh U MHIWBUAYAIHU3AIUI0 Me-

JTUITAHCKON TTOMOIIIA OEPEMEHHOM KEHITMHE U OyayIeMy peOeHKY.
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MNPEHATAJIBHASL JUATHOCTUKA XPOMOCOMHBIX AHOMAJIUI

[IpeHaTanbHOE TECTUPOBAHHE XPOMOCOMHBIX AHOMAJIMUU SIBISETCS OAHUM
U3 KJIIOUEBBIX HAINPABICHUN COBPEMEHHOW MEpUHATAIbHOM MenuuuHbL. VcTo-
pHUsl YHUBEPCAIBHOTO MPEHATAIBHOIO CKpUHUHTA HauuMHaeTcs B Hadane 1970-x
roJI0B, KOTr/ia OblJIa YCTAHOBJIEHA CBSI3b MEXKJy MOBBHIIICHHBIM YPOBHEM aib(a-
(deronpoTernHa B CHIBOPOTKE KPOBU OEpeMEHHOM KEHIIUHBI U 1eeKTaMu HEpPB-
HOU TpyOkH y 1uioga. CrleayrolM BaKHBIM 3TAllOM CTajl0 BHEJIPEHUE YIbTpa-
3BYKOBOI'O HcclieoBaHus, a B 1980-e roapl ObUTH BBISBIEHBI MATEPUHCKHE ChI-
BOPOTOYHBIE OMOXUMHUYECKHE MAPKEPhl, aCCOLMUPOBAHHbIE ¢ cUHAPOMOM Jlay-
Ha. B nanpHENmeM MeTobl CKPUHUHTA HEMPEPHIBHO COBEPILICHCTBOBAJIUCH, U B
HACTOsIIee BpEMS B KIIMHUYECKYIO MPAKTUKY BCE IIUPE BHEAPSETCA HEMHBA3HB-
HO€ IpeHaTalbHOE TECTUPOBAHUE, OCHOBaHHOE Ha aHanu3e cBobogHou JHK
IJ10/1a, IUPKYJUPYIOLIEH B KPOBU MATEPH.

Jlns aHaynm3a XpOMOCOMHOTO Habopa (KapuoTHra) 4eJIOBEKa HCIOJb3Y-
IOTCS IUTOT€HETUYECKHE METOAbl. TepMUH «KapHOTHUID» TaKKe OTHOCUTCS K (o-
TOMUKpOTpaduu XpoOMOCOM MHAMBUAYYMA, PACHOJOKEHHBIX B CTaHAAPTU3UPO-
BaHHOM nopsike (Puc. 5).

Ilpucomoenenue xpomocomnozo npenapama: 5 M THepUPpepUUECKON
BEHO3HOW KPOBU BHOCAT B MUTATENIbHYIO CpPEy, COAEPKAULYI0 (PUTOreMarriito-
TUHUH, CTUMYyTupyomuii npoiudepanuto T-mumbonuros. KynpTuBupoBaHue
NPOBOJSAT B CTEPUIIbHBIX ychnoBUsX npu 37°C B TeueHHE MPUOINU3UTEIBHO TPEX
CYTOK. 3aTe€M B KaXAyIO KyJbTYpy JAOOABISAIOT KOJIXULHH JJI1 OCTAHOBKH MHUTO-
3a Ha cTtaguu MeTtadassl 3a CUET UHTMOMPOBaHUS (POPMUPOBAHUS BepeTeHaA Jie-
neHus. B 3TOT nmepuoa XpoMocoMbl MaKCUMallbHO KOHAEHCHUPOBAHBI U XOPOILIO
BU3yanu3upytorcsd. Ilocie 3Toro KJIETKM MOABEPraroT TMIIOTOHUYECKON oOpa-
00TKe, a 3aTeM (PUKCHPYIOT CMEChI0 METaHOJa U JIEASHOW YKCYCHOW KHCIIOTBHI.
[Tonmy4yeHHYI0 KJIETOYHYIO CYCIEH3UI0O HAHOCAT Ha OXJIaXICHHbBIE BIIAXKHBIC

MNpCaAMCTHBIC CTEKJIA MCTOJO0M KaneJIbHOU TCXHUKH, B PC3YyJIbTATC 4YCTO ITPOUC-
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XOJIUT PACIIACTHIBAHUE XPOMOCOM Ha CTEKJIE. 3aTe€M Ipenapar BbICYIIMBAIOT U
OKpaIlIMBaIoT /IS nocieayromiero ananusa (Puc. 5).

ughgpepenyuanvrnoe okpawmusanue xpomocom (6IH0uH2) NCNONb3YETCS
JUIsT UIeHTU(PUKAKMK OTAENbHBIX XpoMocoM. Hambosee pacnpocTpaHEHHBIM
METO/IOM OKpamuBanusl siBisgercs G-03HmuHT o PomanoBckomy—I mm3e. Ilpe-
napathl MpeABapUTEIbHO 00pabaThIBAIOT TPUIICHHOM ISl YaCTUYHON MpPOTEO-
JUTUYECKON JeHaTypaluu OeJIKOB, MOCJE YEero MOoCJie Yero MpoBOJAT OKpallu-
BaHue no Pomanosckomy-I'mm3e ¢ ncnons3oBanuem JJHK-cBs3bIBaromero kpa-
CUTEJIS, MPEJCTABISAIONIEro cO00M CMeCh METHIIEHOBOTO CUHETO0, 2031HA U a3ypa
B.. B pesynbrare ¢popmupyercss XapakTEpHbIN YepeayrolUics PUCYHOK CBET-

JIBIX U TEMHBIX TOJI0C, CTICU(UUHBIN JIs KaK10M XpoMocoMsl (Puc. 5).
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. OcTaHoBKa Purcauma HaHeceHue KNeTouHOoM
Wukybauna npn 37°C LEeneHua npu KNETOK B3BECH Ha CTEKNIO
B TEUEHWe 72 4acoB NOMOLLLA CMECHHD
KONMXULMHE U MEeTaHO-

obpaboTKa nejAHan
FMMOTOHUYECKUM ‘ YKCYCHanA
pacTeopom KMCNOTA

Puc. 5. Kapuotunuposanue.
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Ananuz Kapuomuna ¢ ucnolyib3oBaHueM AuGdepeHnaIbHOT0 OKpaIlln-
BaHMS IO3BOJISIET BBIABIIATH U3MEHEHUSI UKCIIA XPOMOCOM M BHYTPHUXPOMOCOM-
HbIE MEPECTPOMKH, BKJIKOYAs TpaHCIOKauuu. B HacTosiiee BpemMsi KapuOTHIIH-
pOBaHUE aBTOMATU3MPOBAHO: OOHAPY)KEHHE U OpTraHU3ALMs OTACIBHBIX XPOMO-

COM BBIIIOJIHACTCA CIICHUAJIM3UPOBAHHBIMU KOMIIBIOTCPHBIMH IIPOI'paMMaMHU

(Puc. 6).
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Puc. 6. [IporpammHoe oOecrieueHue AJig aHaJIN3a KapuOTHUIIA.

et 1SN
=

KapuotunupoBanue xapakTepu3yeTcsi BBICOKOU CHEUu(OUIHOCTHIO U BO3-
MO>KHOCTBIO OIIEHKH BCETO F'€HOMA, YTO AENAET €r0 «30JI0TBIM CTAHIAPTOMY JIH-
ArHOCTUKHA XPOMOCOMHBIX HapylIeHUH. BMecTe ¢ TeM MEeToa MMEET psja orpa-
HUYECHUH.

Ozpanuuenusa Kapuomunupoeanus OOYCIOBIEHbBl HEO0OXOIUMOCTHIO
HaJau4usi B OmomaTepuasne *KHUBbIX KJIETOK, CIIOCOOHBIX K aKTUBHOMY JICJICHUIO,
KOTOpBI€ TpeOyeTcsl KyJbTUBUPOBATh B Te€UCeHHUE 7—14 NHEH, B CBA3U C YEM MPO-
1eaypa 3aHMMaeT 3HaYuTeIbHOEe BpeMsi, o0bidHO 10—21 nenn. MeTona xapakTte-

PU3YCTCA HU3KUM PA3PCHICHUCM W ITO3BOJISICT BBIABIIATH JIMIIb KPYITHBIC CTPYK-
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TypHbIE HapyIlIeHUs, OXBaThIBaromue He MeHee 5—10 MUIITMOHOB Hap OCHOBa-
Huil. KapuotunupoBanue He 1Mo3BOJISIET OOHAPYKUBATh MUKPOJEICHUN H MUK-
POIYTITUKALIMY, TOHKHAE TEPEeCTPORKH CyOTEIOMEpHBIX 00JiacTel, TeHHbIE MY-
TallM, a TaKXKe ONPEACIUTh MPOUCXOXKIECHHE MaJbIX IOMOJHUTEIBHBIX Map-
KEPHBIX XPOMOCOM. MeTOoa MOXKET OBITh HEIOCTATOYHO UyBCTBUTEIBHBIM IS
BBISIBJICHUSI MO3aHUIIU3Ma, €CITU J0JIs MATOJOTHYECKUX KIETOK COCTABISIET MEHEe
15%. Ilpu TkaHeBOM MO3auIM3ME MOKET OTPeOOBATHCS UCCIEAOBAHNE TKAHEH,
OTJMYHBIX OT KpoBH, Hanpumep ¢pudpodaactoB. Kpome Toro, coxpansercst puck

HCyaauu KJIECTOYHOM KYJIbTYPbI U MATCPUHCKOTI'O 3aIpA3HCHHAA.

OJIYOPECHEHTHASA 'NBPUIAN3ALIUA IN SITU (FISH)

Meron ¢nyopecuentnoi rudbpunuzanuu in situ (FISH) coderaet knaccu-
YECKYI0 IUTOTEHETUKY C MOJIEKYJSIPHO-T€HETUYECKUMHU MOJIXOAaMU U UCIONb-
3yeT cnocoOHOCTh 0 JHOHUTEBBIX [JHK-30H10B KOMITJIEMEHTAPHO CBS3BIBATHCS C
OTNpeeIEHHBIMU TTOCIIEIOBATEIFHOCTSIMU Ha MeTada3HbIX XpOMOCOMaX, HHTEP-
(ba3HBIX A/Ipax WIK BBITSIHYTHIX XPOMAaTHHOBBIX BOJIOKHAX. 30HAbI MAPKUPYIOT-
csi (PIIyopoXpoMOM, UYTO TO3BOJIIET BHU3YaJIU3UPOBATh THOPUANZUPOBAHHbBIC
Y4acTKH C MOMOIIbI0 (piryopeciieHTHOro Mukpockorna (Puc. 7).

HccnenoBanue mMpoBOAUTCS C MCHOJb30BaHUEM (DIIyOPECIIEHTHOTO MHK-
pockomnia. BeiOop 30HAOB ompesenseTcs Mebl0 KIMHAYECKOTO HUCCIeOBaHUS.
LleHTpoMepHbIE 30HAbI, KOMIUIEMEHTApHBIE K MOBTOPSIOIIMMCS MOCIEA0Ba-
tenpHOCTAM JIHK B oOnactu 1eHTpalibHON MEPETSIKKUM KOHKPETHOU XPOMOCO-
MBI, TIPUMEHSIOTCS JUIsl OBICTPOI TUArHOCTUKHU PACIpPOCTPaHEHHBIX aHEYIIJIOH-
W, TakuxX Kak Tpucomuu 13, 18 u 21, ¢ ucnosib3oBaHremM maTepuana SMOpUO-
Ha, HampuMmep BOPCUH XopuoHa. Jlokyc-crnenuduueckue 30HAbI HAIlCJICHBI Ha
OTJIEJIbHBIC YYACTKH XPOMOCOM U MCTIONB3YIOTCS JJIS BBISIBJICHUSI CYOMUKPOCKO-
MAYECKUX JeNeUi U JAYTUIMKAUKM, BBI3BIBAIOIIMX MHUKPOXPOMOCOMHBIE CHUH-

JIPOMBI.
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Normal

LS! BCR (22q11)

“— BCR-ABL gene fusion

Puc. 7. Vcnonb3oBanue Metoaa (iryopecrienTHon rudpuanzanuu in situ (FISH)
ISl BIsIBIIEHUA TpaHciaokauuu BCR—ABL y nanueHTa ¢ XpOHUYECKUM MUEIO-
UIIHBIM JIEUKO30M.

[Ipu cnekmpanvnom Kapuomunuposanuu VCTIOIb3YIOTCS 30HAbI 7151 BU-
3yallu3allii BCEM XPOMOCOMBI, MPEACTABIAIOIIME KOMOMHAIMIO TOCJe10Ba-
TEJIbHOCTEW B PA3JMYHBIX yYAaCTKaX KaXXJIOW XPOMOCOMBI, MO3BOJISIONIUE OIIE-
HUBATh €€ CTPYKTYpy MOJHOCTHIO. DTO MO3BOJIET BBIABIATH CIIOXKHBIE Iepe-
CTPOWKH, BKJIFOUAsi CKPHIThIC TPAHCIOKAIIUH, & TAKXKE OMPEIETSATh MPOUCXOXKIC-
HUE JOMOJHUTEIBHOIO XPOMOCOMHOI'O MaTepuaia, B TOM YUCJE MaJIbIX JOIMOJI-
HUTEJIBHBIX UJIN KOJIBIIEBBIX XPOMOCOM.

Hns ananmsa metonoM FISH oObryno u3yuaroT He menee 20—25 mertadas-
HBIX KJIeTOK. [Ipu mogo3peHnn Ha MO3aulu3M WU HAJIMYUe MYTalluid YUCIIO UC-
clieyeMbIX KJIeTok yBenuuuBatoT 10 100 u 6onee. Ilpu ncnonb3oBanuu uHTEp-
(ha3HBIX KJIETOK BU3YAIM3UPYIOT OOBIYHO 50 KJIETOK, OJHAKO ISl UCKIIIOUEHUS

Mo3zautu3ma oocnenayroT He meree 500 nHTepha3HbIX KIETOK.
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OcHoBable ipeumyitiectBa FISH BkiIrouaroT BBICOKYIO UyBCTBUTEILHOCTD
U CHenu(pUIHOCTh, BO3MOXKHOCTh IPOBEJICHUS aHaJIM3a HEMOCPEJICTBEHHO Ha
uHTepa3HBIX KJIETKaxX 0€3 MpeaBapuTEIHHOTO KYJIbTUBHPOBAHUSA, KOPOTKHE
CPOKH TOJYyYCHHS pe3yibTaTtoB (1-2 1HS), a TakKe BBISBICHHUE TMOJIUILIONINM,
MOHOCOMUU U TPUCOMUU.

OrpannyueHuss METOJla CBSI3aHBI C TEM, YTO OH ITO3BOJISICT HMCCIEIOBAThH
TOJIBKO 3apaHee BhIOpaHHBIE y4acTKU reHoMa. OJTHOBPEMEHHO MOXHO HCIIOJIb-
30BaTh OIPAaHMYEHHOE YMCJIO 30HJI0B (OOBIYHO JIBa-TpH I1BeTa). MeTo HE Mmo3-
BOJISICT BBISBIISITh aHOMAJIMU 3a MpEJAeIaMH CETMEHTOB, JJII KOTOPBIX IpeaHa-
3HAYCHBI 30HbI, © HE 0OHAPYKHUBACT CTPYKTYPHBIC TIEPECTPOUKH, HE OXBaThIBA-

CMbIC IIPUMCHACMBIMHA 30H/1IaMU.

XPOMOCOMHBII MUKPOMATPUYHBIN AHAJIN3

MeTton XpOMOCOMHOIO MUKPOMATPUYHOTO aHajav3a, WIA MHKPOMAaTpH4-
HOU cpaBHUTENbHOU reHoMHO#M rubpuauzanuu (aCGH), ocHoBan Ha cpaBHH-
tenpHOM aHanuze JIHK uccnemyemoro obpasna u stanionnoit JIHK, uto mo3so-
JSIeT BBISBIIATH HecOATaHCUPOBAHHBIE CTPYKTYPHBIE MEPECTPONKH XPOMOCOM U
aHOMAaJIMM 4YHMCJIa XpOMOCOM B KieTkax. Ha mepBoM drame nmpoBOAUTCS IOJIHO-
reHomHas amiuukanus JJHK, nmocne yero npoayktel aMiimukanum MapKu-
pytoTcs (IyopecleHTHBIMA METKaMU U HAHOCATCS Ha MUKPOUUII, COAEp KA
IJIOTHYIO MaTpuily oauronykineotuao (Puc. 8). C moMmolpo Ja3epHOro ckaHe-
pa ¥ CHEelUaJIM3UPOBAHHOTO MPOTPAMMHOIO 00ECTeueHUs U3MEPSIETCS UHTEH-
CHUBHOCTb (DITyOpecleHLIMU B KaXK10¥ Touke MaTpullbl. CpaBHEHHE CUTHAJIOB HC-
CJIEIyEMOT0 M 3TaJOHHOIO 00pa3lOB MO3BOJISET BBISBIATH KPYIHbIE HecOanaH-
CUPOBAHHBIE XPOMOCOMHBIE HAPYIIEHUS.

MeTtoa oTnu4aercs BHICOKHMM pPa3pelIeHHEeM M MO3BOJSET OOHApYKUBATh
M3MEHEHHUS YuCia KON ¢ TOYHOCTBIO 10 5—10 ThIcS4 map ocHoBanuii. 110 uyB-

CTBUTEJIBLHOCTH M CKOpocTU BhIMogHEHUsT aCGH mpeBOCXOIUT TpaauIIMOHHBIN
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aHaJIn3 MCTa(i)a?;HBIX XpOMOCOM IIpH BBISAABIICHUU HCC6aJ'IaHCI/Ip0BaHHBIX nepe-
CTPOCK, OAHAKO HC ITO3BOJIACT BBIABIIATH C6aHaHCI/IpOBaHHBIe TPaHCJIOKAIINH NI
HHBCPCHUH, ITOCKOJBKY OHHW HC COIIPOBOXIAKOTCA M3MCHCHHCM 4YHCIIa KOIIHI.
MGTOI[ IMPUMCHSCTCA B HpGHaTaHLHOﬁ JAUATHOCTHUKC IIPU BBIABJICHHUHU OTKJIIOHC-
HUM Ha YIAbTPAa3BYKOBOM HMCCICAOBAHNM, d TAKIKC B paMKaXx IMPCUMINIAHTAIINOH-

HOTO T€HETUYECKOro TecTupoBanus Ha aneymouauu (III'T-A).

OCHOBHBIE MTPEUMYILIECTBA METO/IA 3aKJIIOYAIOTCS B BO3MOXXHOCTU OOHa-
PYKEHHSI XPOMOCOMHBIX AHOMAJIMKA MO BCEMY T€HOMY M OJJTHOBPEMEHHOI'O BBISIB-
JICHUSI aHEYTUIOUIANH, IeJeui, TyTUTMKAUA 1 aMIUTM(QUKAIUI JTI0OBIX JIOKYCOB,
npencraBieHHbIX Ha matpule. [1o cytu, aCGH 3kBUBaJICHTEH TPOBEICHUIO ThI-
cA4 dKCHEepUMEHTOB MeTo oM FISH, 4To 3HaUMTENbHO YKOHOMUT BpPEMS U Ja-
6opaTtopHble pecypcbl. Kpome Toro, MeToj Mmo3BOJIIET aHATU3UPOBATH APXUB-
Hble 00pa3lbl IUIALICHTHI WIM TKaHEW 1ioja, PuKCUpoBaHHbIE B (OpMaIUHE U
3aKII0YEHHBIE B MapaduH, U o0eclieuynBaeT MoJydyeHue pe3yabTaToB, KaK Ipa-

BHUJIO, B TCUCHUC IISITU I[HGIZ.

NOABEPratoTCA MapKUpPoBKe GNyopPecLEeHTHBIMM
KpacuTenamm, Noc/1e Yero HaHOCATCA Ha NOBEepXHOCTb
MMUKPOMaTRMLBI.

ARRpHuwenTa U U’ RKormponuraa IR 3054 13 NHK naumenTa u KoHTponbHasa OHK

31an 4 KoHTpoabHaAa M uccnegyeman AHK KoHKypupyoT 33
ceAsbiBaHMe (rmbpransaumio) C 30H4AMM MUKPOMaTRULBL.

31an 5 NpoBOAXTCA CKAHMPOBIHME MMKPOMaTPMLbI C
perncTpaumein MHTEHCMBHOCTY GUIYOPECUEHTHBIX CMIHaN0B.

J1an 6 cneuuanu3vpoBaHHOe NporpammHoe obecneyeHue
ocyuecTenser obpaboTKy NoAY4EeHHbIX JaHHbIX 1
dopmupyet rpaduyecKkoe NpeacTasneHue pesynsTaToe.

( | I'Yﬂ"-'— Y
MNoTepa oo3bi
JHK

HomnbiorepHoe
nporpgammHoe
obecneueHune

ParnHomepHan MoTtepa apant  YeenuueHue
rmBpuanzauma OHK Aozsl JHK

Puc. 8. XpoMOCOMHBIII MUKPOMATPUYHBIN aHAIN3.
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Orpanunuenus metona aCGH cBsizaHbl ¢ TEM, YTO OH MO3BOJISIET BHISIBISATH
TOJIbKO HecOanmaHcupoBaHHbIe H3MeHeHus uncia konuit JJHK, To ects nucmpo-
MOPUAOHAIBHOE YBEJIMYEHUE WM YMEHBIICHUE T'CHETHYECKOTro marepuana. B
CBSI3U C 9TUM METO]I HE MO3BOJISIET 0OHAPYKMBATh HHBEPCUU U cOaTaHCUPOBaH-
HbIE TPAHCIIOKAIMHU, IIPU KOTOPBIX XPOMOCOMHBIM MaTepHal HE yTpaueH U HE
YABOEH, a TAKXE OMNPEAENATh CTATYC IUIOMJHOCTH, HANPUMEDP TPUILIOUIUIO.
Merton He BbIBISET cuTyauuu, koraa uucio koruii JIHK coxpansiercst B Hopme,
HO 00€ XpPOMOCOMBI YHACJIeJOBaHbl OT OJHOTO POAMTENs (TOJHAsT OJHOPOIU-
TeNbCKasi JAUCOMMS), JTUOO KOTJa 4acTh XpPOMOCOMBI yTpau€Ha, HO 3aMelleHa
TyOJIUKATOM OCTaBIICHCS] TOMOJIOTUYHOM XPOMOCOMBI (CETrMEHTapHasi OJIHOPO-
JUTENbCKAs TUCOMUS, WIIM HEUTpabHas moTeps rerepo3urotHoctu). Kpome to-
ro, METOJ HE MO3BOJISIET ONPEAECIUTD JIOKATU3ALUIO TYyTUTMKALMMI, ISl Yero Tpe-
Oyercst ponojHUTENbHOE uccienoBanre merogom FISH. Meton takxke mMeHee
3 PeKkTUBEH TpPHU BBISBICHUM MO3aUIIM3Ma C JOJIEM MATOJOTHYECKUX KIETOK

MeHee 30% u OTIMYaeTcs BBICOKOW CTOMMOCTBIO IPOBEICHHUS.

METOAbl CEKBEHUPOBAHMUS THK

CexBeHupoBaHuEe (aHTJ. sequence — TMOCJIEI0BATEIbHOCTh) — METOJ]
OTIpEJICICHHs] TIOPSAJIKA PACIIONOKEHUSI HYKJICOTHIOB B aHAIU3UpyeMoM (par-
mente JIHK. OgauM u3 mepBbIX pa3paOOTaHHBIX MOJIXOJOB CTal MeToJ (ep-
MEHTAaTUBHOTO CEKBEHHMpOBaHUsA, TpemiokeHHbii dpegepukom CoHrepoMm B
1977 romy. OH moJlydws1 Ha3BaHHME METOJA TEPMUHUPYIOLIMX AHAJIOTOB TPH-
dbocdarto, nunu Meroga «oOpsiBa 1enu». HecMoTpst Ha pa3BUTHE BBICOKOIIPOU3-
BOJUTEIIBHBIX TEXHOJIOTHI, MOIU(DHUIIMPOBAHHAS U aBTOMATH3UPOBAHHAS BEPCHS
JTAHHOT'O0 METOJ1a COXpaHsET aKTyaJIbHOCTh U B HacTosiiee Bpems (Puc. 9).

[Tepen mpoBeseHUEM PEAKITUN CEKBEHUPOBAHUS, KaK MPABUIIO, BHITIOIHS-
etcst ammundukaius uccienyemoro yaactka JJHK (wame metomom IIP). Co6-
CTBEHHO pEaKIMsl CEKBEHHUPOBAHUS OCHOBaHA HA CHHTE3€ KOMILJIEMEHTapHOU

nermn JIHK ¢ ucnons3oBanuem JIHK-momumepassl B mpuCyTCTBUU (uryopec-
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HEeHTHO MedeHHbIX 2'.3'-nuae3okcunykieosunrpudocdaros (ddATP, ddTTP,

ddCTP, ddGTP). Ot ananoru crocoOHBI BKIIOYATHCS B PACTYIIYIO IEMb, O-

HAaKO BCJIEJICTBUE OTCYTCTBUSA 3'-THAPOKCHIIBHOM TPYIIIBI MPEKPAIIAOT €€ Jalb-

HeWliee y1JIMHEHUE.
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B pesynbrare dhopmupyercs Habop GparMeHTOB pa3TUIHON JJIMHBI, KaXK-
JBIA M3 KOTOPBIX MAapKHPOBaH omnpeacnéHHpM ¢uryopodopoM. [lomyueHHbIe
dbparMeHThl Pa3feISIIOTCS METOAOM KaNmWUIIPHOTO 3JIeKTpodope3a, perucTpu-
pyercst cnekTp (GIyopecleHTHOW SMHUCCHUHU, MOCIE YEro MPOBOJIUTCS KOMIIbIO-
TEepHBI aHAM3 U PEKOHCTPYKIUS HYKICOTHAHOM mocienoBaTeabHOCTU.NGS
(CeKBEeHMpPOBaHNE HOBOTO MOKOJIEHHS) — ATO COBOKYIMHOCTH BBICOKOIIPOU3BO-
JTUTEIbHBIX TEXHOJOTHM, MO3BOJSIONIMX OJHOBPEMEHHO OMNPEACNSITh HYKJIEO-
THUJHYIO MTOCIEA0BATEIbHOCTh MIJUTMOHOB U MuiuapaoB pparmento JJHK. B
oriinune oT Meroga Canrepa, NGS obecnieunBaeT napajuieIbHOE MacCOBOE Ce-
KBEHUPOBAHKE, YTO 3HAYMTEJIHHO MOBBIIIAET CKOPOCTh aHAJIN3a U CHUYKAET CTO-
UMOCTh MCCJIEIOBAHUS B pacyE€Te HA OJMH HYKJICOTHU]I.

OcHoBHble TpuHLUNBl NGS OCHOBaHBI Ha (parMeHTalMd HCXOJHOU
JIHK, co3nanun OuGnmuoteku (parMeHTOB C MPUCOCAMHEHHBIMU aJlaliTepaMu,
nocieaywnel aMmminguKanui U napajijieIbHOM CUUTHIBAHUU TOCIIEI0BATENb-
HOCTEH C UCTIOIB30BaHUEM UKJIMYECKUX PEaKIMi CUHTE3a WK JTUTUPOBAHUS.

[Iporiecc BkiIIOYaeT HECKOJBKO KItoueBbIX 3TanoB (CM. puc. 9). CHavaia
MPOBOAUTCSL BBIJICJICHUE HYKJIECMHOBOW KHCIOTHI M TOATOTOBKA OMOIMOTEKHU:
JIHK ¢parmenTupyroT (MexaHuuecku wid (pepMEeHTAaTHBHO), K KOHIaMm (par-
MEHTOB JIMTUPYIOT CIEHHUAIbHBIC aJalTepHbIE MOCJIEeA0BATEILHOCTH, HEOOXO-
IuMbIe I (pukcanmuu Ha 1iatGopMe W mocieayromei ammmdukanuu. [Ipu
HEOOXOJMMOCTH BBITIOITHSIETCS dTall CEJEKIMH IIeJIEBBIX yYaCTKOB (TapreTHOe
oborarieHue), HarpuMep, MpU SK30MHOM WJIM TaHEJTLHOM CEKBEHUPOBAHUHU.

Jlanee ocymecTBisgeTcss amrddukamnus OMOIMOTEKM — dalle BCETro C
nomoipo MocTuKoBOM II[P (Ha mpOTOYHBIX SYEilKax) WM 3MYJIbCUOHHOU
[THP (B Mukpokarisix), B pe3yJibTaTe 4ero (popMupyroTcsi KiacTepbl UICHTUY-
HbIX mosiekys JITHK.

CoOCTBEHHO CEKBEHUPOBAHUE MPOUCXOAUT [IUKIUUECKHU: B KAXKIOM ITUKIIC
K CUHTE3UPYEMO LIeNH MPUCOETUHSIETCS OJIMH HYKJICOTHU, YTO COMPOBOKIACT-

csl peructpanueit guryopeciieHTHOro curHaia. [locime cunteiBanust curnana 61o-
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KHpyIoIllas rpynna yJaaisieTcs, U LUK noBropsercs. Takum oOpa3zom Gpopmupy-
€TCs TIOCJIE0BATENBHOCTD JUIS KaXKA0T0 KJIacTepa.

3aKII0UUTENbHBIN 3TAll — OMOMH(POPMATHUECKUNA aHAIN3, BKIIOYAIOIIUN
NEPBUYHYI0 00pabOTKY CUTHAJIOB, BHIPABHMBAHHUE MPOUYTEHHH K peepeHCHOI
MIOCJIEIOBATEIbHOCTH, BBISIBJICHUE BAapHAHTOB (OJJHOHYKJIEOTHUIHBIX 3aMEH, WH-
CEpLMii, eNeuil, CTPYKTYPHBIX MEPECTPOEK) U MX KIMHUYECKYIO MHTEpIIpETa-
LUIO.

B kiIMHM4YECKON MNpakTHKE NPUMEHSIOTCA paszauuHble nmoaxoasl NGS,
BKJIFOYasl IIOJITHOTEHOMHOE, TIOJIHOAK30MHOE U TapreTHOE CEKBEHUPOBAHUE C MC-

MoJIb30BaHuEeM reHHbIX nanesnel (Puc. 10).

CeKBeHUpPOBaHUe HOBOro
nokoneuus (NGS)
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CeKBEeHWpOEadHHe CEeKBEHMPOBaHWE CeKBeHMpOBaHue
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MPTBIDIDIDADI P4 D DODDY 0 i’ T
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o I s mr my © Z ey o o =
parMeHTbl i parMeHThl i 8 parMeHTbl - : =
AHK - m 2 AHK g _ E?;"@ I ET T
Yucno — i g Yueno — i Yucno E g E
npouTeHm == =" = == || npourenmii = == npovTenuin = = =
»30x »50-100x = — >500k = @ = =
MokpeiTHe: Bee renbl v Hekoaupytowas JHK | | MokpeiTie: Beck akaom (20-25Tbicadq redoe) | | Mokpeithe: 10-500 retos
TouHOCTD: HNSKaA ToMHOCTb: CPEAHARA TOMHOCTD: BbICOKAA
Bpemsa: Hantonee ANWTENEHOS BpemaAa: AnuTencHoe Bpemsa: GbICTPOE (HECKONbKO AHER)
CroumocTs: Haubonee goporocToaLiee CToumocTb: yAOBNETROPUTENEHDE CTOMMOCTB: ONTUMANBHOE COOTHOLLEHKE
Fny6una npoutenua: >30X COOTHOWEHHE LeHbl W kadecTea ueHbl W KavecTea
Iny6wHa npouTenus: =50-100X Fny6Gnna npo4renna: =500X
- PN AN A

Puc. 10. XapakreprucTuka pa3iU4HbIX BUIOB BBICOKONPOWU3BOAUTEIBLHOIO CeE-
KBEHHPOBAHUS HOBOTO MOKOJICHHUS.
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[Tonnorenomuoe cexkBenrpoBanue (WGS) oxBaThIBaeT Kak KOJUPYIOIIUE,
Tak U Hekogupyromue yyactku JJHK, obecnieunBas nHanbosiee MoiMHbIA aHATU3
TEHETUYECKOr0 MaTepraja 10 CPAaBHEHHMIO C DK30MHBIM HCCIIEIOBAHUEM. JTOT
METO/1 OTIIUYAETCS] BBICOKOM AMAarHOCTUYECKON MH(DPOPMATUBHOCTHIO U TI03BOJISI-
€T BBISBIISITh HACJIEICTBEHHBIE 3a00J1€BaHUs, KOTOPbIE MOT'YT OCTaBaThCsl HEpac-
MO3HAHHBIMU TPH KCIOJb30BAHUN CTAHAAPTHBIX METOJOB, TAKMX KaK KapUOTH-
MUPOBAHUE WM XPOMOCOMHBIA MHUKPOMATPUYHBIA aHaJIU3, OCOOEHHO MpU OT-
CYTCTBHHM CIEHU(PUUECKUX YJIbTPa3BYKOBBIX MpU3HAKoB. Kpome TOro, mosiyueH-
HbIC JJaHHBIE MOTYT MCIOJIb30BaThCs JUIsl OLICHKU PUCKA pa3BUTHA 3a00JIEBaHUM,
KJIMHUYECKH HE MPOSBISIOIUXCS HA MOMEHT 00CIIe10BaHusl.

B TO e BpeMs MOJHOT€HOMHOE CEKBEHHPOBAHUE MMEET Psii OrpaHHye-
Huil. K HUM OTHOCSATCS BBICOKasi CTOMMOCTH MCCJIEI0BaHUS, HEOOXOIUMOCTb
CIIOKHOU OunomHpopMaTrueckoit 0o0pabOTKU OONBIIMX MAaCCUBOB JIaHHBIX U
TPYJHOCTH UHTEPIIPETAUUN KIIMHUYECKON 3HAYMMOCTH BBISIBIIEHHBIX BAPUAHTOB.
AHalIN3, KaK MPaBUIIO, BBISBIIET 3HAYUTEILHOE YUCIO BapUAHTOB C HEOIpEe-
AEHHBIM KiuHWYeckuM 3HayeHueM (Variants of Unknown Significance —
VUS), 4T0 yClIOXKHSET pa3rpaHUYEHUE MATOTCHHBIX U HEUTpaJbHBIX HU3MEHE-
Huii. OO0paboTKa U XpaHEeHHE TaKuX 00BEMOB MH(pOpMaIIUK TPEOYIOT CrieIuaIu-
3MPOBAHHBIX BBIYMCIHUTEIBHBIX PECYPCOB U CTPOTOro COOJIOIEHUs TPEOOBAHMI
K 3allUTE IEPCOHAJbHBIX AAHHBIX. J[OMOIHUTENbHBIE CIOKHOCTU CBSI3aHBI C
BO3MOYKHBIM BBISIBICHUEM T'€HETHUECKOW MPeapacoioKEHHOCTH K 3a0oJieBa-
HUSIM, HE CBSI3aHHBIM C TEKYLIUM COCTOSIHHEM MAalMEHTa, YTO MOPOKIAET dTUYE-
CKHe Bompockl. HakoHel, HEKOTOpBIE y4aCTKU I'€HOMa, B YaCTHOCTH IMTOBTOPSI-
IOLMECA TOCJIEI0BATEIbHOCTH, MO-MPEXKHEMY MPEACTABISAIOT TPYIHOCTH IS
TOYHOTO CEKBEHHUPOBAaHUSA U COOPKH, a MOJyYECHHBIE PE3yJbTaThl HEPEIKO Tpe-
OyIOT MOATBEPKACHUS albTEPHATUBHBIMU METOJIAMHU, B TOM YHUCJIE CEKBEHHUPO-
BaHueM 1o CaHrepy.

[Tonnoak3omHOe cexkBeHupoBanue (WES) HampaBieHo Ha aHanu3 KOJIH-
pyIoLlel yacTu TeHOoMa, cocTasisitomiend mpumepHo 1-2% seeit JJHK, npu sTom

MMEHHO B 3K30Me€ JIoKanu3yercs A0 85% MyTanuii, OTBETCTBEHHBIX 32 pa3BUTHE
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HACJIeICTBEHHBIX 3a00JeBaHuil. MeToJ; oOecrieunBaeT BHICOKYIO AUArHOCTHYE-
CKYI0 3(Q(dEKTUBHOCTbh MPH PEJIKUX MATOJOTHUSAX, TOCKOJIBKY OXBAaThIBAET IMpaK-
TUYECKH BCE OEJIOK-KOJIMPYIOIIME T'€Hbl W IMO3BOJSET BBISBIATH U3MEHEHHUS B
reHax, paHee He paccCMaTpHUBABIIMXCS Kak KaHAuAaThl. OH 0COOEHHO TMOJIE3EH B
KIIMHUYECKH CIOXKHBIX CIy4asx, Korjna (GeHOTUI HEe yKa3bIBAeT HA KOHKPETHBIH
reH. [lo cpaBHEeHMIO ¢ MOJTHOTEHOMHBIM cekBeHupoBanueM WES xapakrepusy-
ercsi Oosee OJarompusTHBIM COOTHOIIEHHEM CTOMMOCTH M JIMarHOCTHYECKOU
WH()OPMATUBHOCTH, BBISIBIISAS OOJBITUHCTBO KIMHUYCCKH 3HAYMMBIX BapUAHTOB
IIPY MEHBIIINX 3aTPaTaXx.

B TO Xe BpeMs METOa HE OXBAThIBACT HEKOAUPYIOIIUE YYACTKA T'€HOMA,
BKJIIOYasi MHTPOHBI U PETYIATOPHBIE IMOCIEAOBATEIBHOCTH, € TAKKE MOTYT
HaxoJUTbcs MartoreHHsle n3meHeHus. [lo cpaBHenuro ¢ WGS oH MeHee 4yB-
CTBUTEJICH K BBISBIICHUIO KPYIHBIX CTPYKTYPHBIX MEPECTPOEK, MHBEPCUN U Ba-
pranuii yucna konuil. Kpome TOro, Kak u Ipu NOJHOTEHOMHOM aHaNIU3€e, MpPH
WES nepenko obnapyxkusatorca VUS, nnTepnpeTanysi KOTOPBIX MPEACTABISAET
3aTpyAHCHHUS.

TapreTHoe ceKBEeHHpOBaHUE MpeCcTaBisieT co0oit moaxon NGS, npu ko-
TOPOM AHAJIM3UPYIOTCS HE BCE YYAaCTKM T€HOMA, a 3apaHee ONpeAcnEHHBIN
Ha0Op r€HOB WJIH JIOKYCOB, ACCOLIMMPOBAHHBIX C KOHKPETHBIMH 3200JIEBAHUSIMHU.
Orpannuennbiii 006¢M uccnenyemoii JIHK mo3BossieT 1ocTHYh BBICOKOW TITy-
OMHBI IPOYTEHUS], YTO OCOOEHHO BAXKHO ISl BHIABICHHSI MyTallMid C HU3KOH aj-
JIeHbHOM YaCTOTOM, HAITPUMED B OIMYyXOJIEBOM TKaHU. MeTon oTnuyaeTcs 6omee
HU3KOM cToMMOCThIO o cpaBHeHUI0 ¢ WES u WGS, menbimm 00bEMoM TeHe-
pUPYEMBIX JaHHBIX U OoJiee ObICTPOil OMoMH(OpMaTHUECKOH 00pabOTKOM, UTO
MO3BOJISIET MOJYYUTh KJIMHUYECKH 3HAYMMBIE PE3YJbTAaThl B KOPOTKHUE CPOKH.
OH IEMOHCTPHUPYET BBICOKYI) UYBCTBUTEIBHOCTh K OJHOHYKJICOTUIHBIM BapH-
aHTaM U HEOOJIbIIUM MHCEPLMIM U JEJeUsIM U IIHUPOKO MPUMEHSETCS B AHa-
THOCTUKE HACJIEJICTBEHHBIX 3a00JIeBaHUI M MOA0OpE TapreTHOW Tepanuu B OH-

KOJIOI'HH.
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OCHOBHBIM OIpaHHYEHUEM SBIICTCS 3aBUCUMOCTb OT COCTaBa ITAHENH:
aHAJIM3UPYIOTCS TOJIBKO 3apaHee BbIOpaHHbBIE T'€HbI, IOATOMY MYTal[Ud BHE HC-
CJIEyEMBIX YYAaCTKOB OCTAHYTCs HEBBIIBJICHHBIMU. B OTIIMUME OT ITOJIHOT€HOM-
HOT'O IIOAX0/1a, TAPIeTHOE CEKBEHUPOBAHUE HE MPEAHA3HAYCHO I IOMCKa HO-
BbIX T'€HETUYECKHUX MPUYMH 3a00sieBaHuil. Kpome TOro, 4yBCTBUTEIBHOCTH K Ba-
pUanUsAM 4YKca KONMUA M KPYIHBIM CTPYKTYPHBIM MEPECTPOMKAM MOXKET OBITh
OrpaHHUYCHA, a HAJIUYME MYyTallMd B 30HAX CBA3BIBAHUs IPAMEpPOB IOTEHIIU-

AJIBHO IIPUBOAUT K ITPOITYCKY OTACIBbHBIX W3MCHCHMH.

MOHUTOPHHI' BPOXKXIAEHHBIX IIOPOKOB PA3BUTUA

MOHUTOPUHT BpOXKIEHHBIX MOpoKoB pa3Butus (BIIP) mpencrasiser co-
00l cUCTEMY AMUJEMHUOJIOTMUECKOT0 HaJ[30pa, OCHOBAHHYIO HA HCIOIh30BaHUU
MOITYJIALMOHHBIX PETUCTPOB Il aHAJIU3a CTPYKTYPhl U PACIPOCTPAHEHHOCTU
nedexToB. Takas cucteMa MO3BOJISIET MOJIy4YaTh TOCTOBEPHBIE TAHHBIE O YACTO-
T€ U CIIEKTPE BPOXKACHHBIX aHOMAJIUI B Pa3JIMYHbIX PETHOHAX U BPEMEHHBIX I1€-
puonax. Ha ocHOBe 3TUX CBEJEHUN TUIAHUPYIOTCS OOBEMbI CHEIUATU3UPOBaH-
HOM MEIUIIMHCKOW TOMOIIU JETSAM, (POPMUPYIOTCS MPOTPAMMBbI MPEHATATHHOM
JMArHOCTUKH U pa3pabaThiBalOTCs MPO(PHIaKTHYECKUE MEPHhI, HAlIPaBJICHHBIE HA
CHW)KEHHME MepUHaATaNIbHOW 3a00sieBaeMOCTH U cMepTHOCTH. Kpome Toro, miu-
TeJIbHOE HAOJI0ICHHUE 32 IMHAMUKOM MOKa3aTesie 1aeT BOBMOKHOCTD BBISIBIIATH
TEPPUTOPUAIBHBIE OCOOCHHOCTH PACTIPOCTPAHEHHOCTH TMOPOKOB U OILICHUBATH
BO3MOYKHOE BJIMSIHUE (DAaKTOPOB OKPYIKAIOMICH CpPEeIbl U JIPYTUX MOIMYISIUOH-
HBIX PUCKOB.

Peructpaunu noanexar Bce aetu ¢ nzonupoBanHbiMu BIIP, a takxke c
MHOKECTBEHHBIMU TOpPOKaMH pa3BuTHsA. B mepeueHp o0s3aTeIbHOIO yuera

BKJIIOUEHBI 20 TSOKEINBIX BPOXKICHHBIX aHoMaui (Taom. 2).
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Ta0Omuma 2
ITepeyeHb HO30J10THYECKUX (POPM BPOKICHHBIX

IMOPOKOB pasBUTHUA, NNOAJIC/KAINIUX MOHUTOPHUHTY

Ne HaumeHnoBaHue Hacrora Hacrora
(PD) (EUROCAT)
1 | AndHiedanus 0,2 0,38
2 | CnmHHOMO3rOoBas TphlKa 0,39 0,66
3 | DHuedanomene 0,06 0,04
4 | I'mppornedanus BpoxACHHAS 0,44 0,3
S | MuKpOTHs WU aHOTUS 0,07 0,03
6 | Pacmenuna Heba 0,41 0,54
7 | Pacmenuna ryosl ¢ muim 6€3 paciiearHbl Heba 0,67 0,81
8 | Tpancno3uius KpyImHBIX COCYA0B 0,18 0,29
9 | 'unonazus JeBBIX OTAEIOB Ceplia 0,11 0,15
10 | ATpesust nuieBoa 0,19 0,21
11 | ATpe3us aHOPEKTAJIbHOTO OTAeNa 0,17 0,24
12 | Arenes3us uiH JUCreHEe3Us ITOUYEK 0,05 0,04
13 | I'mnocmagms 1,21 1,53
14 | Dnucnagus 0,01 -
15 | DkcTpodust MoueBOrO My3bIps 0,02 0,04
16 | PenyknmoHHOE MOPOKU KOHEUYHOCTEN 0,3 0,42
17 | AnadparmanbHas rpbixa 0,19 0,21
18 | Omdbanornene 0,12 0,14
19 | "'acTpomm3uc 0,2 0,21
20 | Cunapom JlayHa 1,12 0,98
21 | MHOXECTBEHHBIEC BPOXKACHHBIE IOPOKH Pa3BUTHUS
YacTtoTa BpOXKIACHHBIX AHOMAJMA PACCUMTHIBAETCS II0 CIECAYIOUIEH
dhopmyie:

Yucio getew ¢ BITP
YacroTa BIIP = x 1000
O611€e€e YUCI0 )KUBOPOXKJEHHBIX U MEPTBOPOXKAEHHbIX

Cpennuli ypoBEHb BBISBISIEMBIX MOPOKOB MOKET nocturath 23 Ha 1000
poxnennit. [ anammsa B Poccuiickont denepanuu MCNoOIb3yOTCS JaHHbBIE pe-
THCTPOB OTJEIBHBIX PETHOHOB, Tie cO0p MHGOPMAIIMU OCYIIECTBISIETCS C MpU-
MEHEHHEM CIIENUAIBHOM KOMNBIOTEpHOU mnporpammbl «Monutopunr BIIP».
Haubonee pacnpoctpaneHHbIMU TTOpokamMu pa3BuTus Ha 1000 poxxaeHuit Kak B
Poccuiickon ®denepanuu, Tak U B €BPOINEUCKUX CTPAaHAX COIJIACHO JaHHBIM

EUROCAT (European Surveillance of Congenital Anomalies — EBpomnetickas
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CUCTEMA 3IHJIEMHOJIOTMYECKOTO HA/A30pa 33 BPOKIAECHHBIMU aHOMAIUSIMU), SB-
JSA0TCS runocnanus, cuaapom JlayHa, a Takke pacuienusbsl IyObl 1 HeOa. K
pPEIKUM TOPOKaM OTHOCSTCS OJOHUCHaaus, MHKpPO(TanbM WIH aHO(PTAIbM,
AKCTPO(Us MOUYEBOrO ITy3bIps, JBYCTOPOHHSS areHe3us MO4YeK, MUKPOTHUS WU

AHOTHI.

HEOHATAJIbHBIN CKPUHUHT

CxpuHuHr (aHTJ. Screen — OTOMPATh, MPOCEUBATh) — ATO OPTraHU30-
BaHHOE MEPBUYHOE 00CIE0BaHNE KIIMHUYECKH O€CCUMIITOMHBIX IPYIIT HAacele-
HUs, HAIIpaBJIEHHOE Ha paHHee BbIsiBIeHHE 3a0oseBanuil. B 1951 rogy Kommc-
cust CIIA no xpoHudyeckum 3a00JI€BaHUSAM BIEPBbIE OPUIIMATILHO OMpPEaeIIniia
CKPUHUHI KaK MpPEIBAPUTEIBLHOE BBISIBIEHUE CKPBITOTO 3a00JIEBaHUS WM Jie-
(deKTa ¢ MOMOUIBI0 OBICTPO MPUMEHSIEMBIX TECTOB M 00CIIEJOBAaHUH, MTO3BOJISIO-
1I€€ CPEeIU BHEIIHE 30POBBIX JIFOAEH BBISBIISITH JIUI C BEPOATHOM MATOJIOTUEN U
HaIpaBJIITh UX K Bpauy JJIsl NOATBEPKACHUS AUArHO3a U HA3HAYCHUSI JICUEHUS.
Torna x Hanbonee pacrnpoCTpaHEHHBIM CKPUHUHTOBBIM METOJAaM OTHOCHIIMCH
OTIpe/IeNICHNE YPOBHS IIIIOKO3bI B KPOBH, CEPOJIOTHYECKOE 00CIeI0BaHUE Ha CH-
¢bunMc, peHTTeHOJOTHYECKOE UCCIIEeI0BaHNE OPTaHOB I'PYIHOM KJIETKH U LIUTO-
JIOTHYECKOE UCCIIEI0BAaHUE Ul PAHHETO BBISBICHUS 3JI0KAUECTBEHHBIX HOBOOO-
pa3oBaHUM.

Hauanom smoxu MaccoBOro CKpUHMHIA MPUHATO cuuTath 1968 roa, koraa
BcemupHast opranuzanus 31paBooXpaHeHus omyonrkoBaia Orosuierens «lIpun-
UMbl M MPAKTUKa CKpUHUHTA 3a00jeBanuii». B aToM gokymente M. Yuicon u
I'. FOHruep omnpenenuim CKpUHUHT KaK METOJ TNMPEABAPUTEIHLHOIO BbISBICHUS
CKPBITBIX O0Jie3HEN Ui 1e(EKTOB C MOMOIIBIO MPOCTHIX U OBICTPBIX MPOLIEIYD,
MO3BOJISIIOIIMX OTJIMYUTH BHEIIHE 3IOPOBBIX JIIOAEH, BEPOSITHO UMEIOIIUX MATO-
JIOTHIO, OT T€X, Y KOro Mol0OHbIX HapyuieHui HeT. [Ipu 3Tom Obu10 moTYEPKHY-
TO, YTO CKPUHUHIOBBIE TECThl HE OO0JAJAIOT CAaMOCTOSITENIbHBIM JTUAarHOCTHYE-
CKHM 3HAUYEHHEM: JIMI[A C MOJIOKUTEIbHBIMUA UM COMHUTEIIbHBIMU pe3yJIbTaTa-

MU JOJIKHBI HAIMMPABJIATHCA K CIICHUAIIMCTAM JUIA YTOUYHCHHA TUArHOo3a U Ha3Ha-
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yeHusi JiedyeHus. Toraa ke ObUIM CPOPMYIHUPOBAHBI HPUHUURBL MACCOBO20
CKPUHUH2A, KOTOPBIE COXPAHSIOT aKTYalbHOCTh U CETOJIHS:

1. 3aboneBanue, Ha KOTOPOE MPOBOJUTCS CKPUHUHT, JIOJDKHO MPEICTaB-
JSTH COO0M 3HAYUMYIO YTPO3Y ISl 30POBbSL.

2. JlomxHbl cyniecTBOBaTh YPGEKTUBHBIE U MPUEMIIEMbIE METOJbI Jieue-
HUS TAIMEHTOB C TOJITBEPKAEHHBIM TUATHO30M.

3. JomKHbI ObITH 0O0OECIICUYEHBI CPEJCTBA AJISI TOYHOW TUArHOCTHKHU U Te-
parnuu 3a00JIeBaHUA.

4. 3a0osneBaHue JOHKHO MMETh PACHO3HABAEMYIO JIATEHTHYIO WM PaH-
HIOI0O CUMIITOMATUYECKYIO (hazy.

5. JoJKHBI CyIIECTBOBATh BaJUAHBIE M aJ€KBaTHbIE TECTHI JIJISl BBIABIIC-
HUs 3a00J1€BaHUS.

6. CKpUHUHTOBBIE TECTHI JIODKHBI OBITH YIOOHBIMU M MIPUEMIIEMBIMH JJISI
HAaCEJICHUS.

7. CienyeT XOpOILIO IPEACTABIATh 3aKOHOMEPHOCTH €CTECTBEHHOI'O Te-
YyeHUs1 OOJIE3HU OT JIATEHTHOM CTaJMH JI0 SIBHBIX MPOSIBJICHUI.

8. JlomkHa OBITH COTJIACOBAHHAS TMOJUTUKA OMPECICHUS JUI, HYXKa0-
IIUXCS B JICYCHUHU.

9. Pacxonpl Ha BBISBJICHUE U JIEUCHHE OOJBHBIX JTOJKHBI OBITH YKOHOMU-
YECKU OMPABJAAHHBIMUA U COM3MEPUMBIMH C OOIIMMHM 3aTpaTaMHu CUCTEMBI 3/Ipa-
BOOXPAHEHUS.

10. IIpouecc BbIsiBICHUST 3a00JI€BaHUM JTOJDKEH HOCUTH MOCTOSIHHBIN Xa-
paKkTep, a He MPOBOAUTHCS KaK €TUHUYHAS aKIIHSL.

Hcxons W3 M3I0KEHHOTr0, M0/l HEOHATAIbHBIM CKPUHUHIOM CJIEAYET IO-
HUMAaTh KOMIUIEKC MEIUKO-OPraHU3allMOHHBIX MEPOIPHUITUHN, BKIFOUAOIIUX CO-
BOKYITHOCTh IMAaTHOCTHYECKUX MPOLIECTYP, HAPABICHHBIX HA BBISIBJICHUE BPOXK-
NEHHBIX W HACJICJICTBEHHBIX 3a00JIEBaHMI Y HOBOPOXKIEHHBIX. BOIBITMHCTBO
MIPUMEHSEMBIX TIPU TOM METOJIOB OTHOCSTCS K JJAOOPATOPHBIM HCCIICTOBAHMSIM.
BmecTe ¢ TeM kpUTHUECKHE NMOPOKU Cepala U BPOXKAEHHAS TYTOyXOCTh BBISIB-
JSOTCS ¢ TOMOUIBI0 MAaCCOBOTO NMPUMEHEHHUS KIMHUKO-UHCTPYMEHTAIBHBIX Me-

TOAOB — MYJIbCOKCUMETPHUUYCCKOTO U Ay JAHOJOTHYCCKOIro CKpMHHUHIA.

48



Hcropust maccoBOro odcieioBaHus HOBOPOXKAEHHBIX HACUUTHIBAECT O0JIee
mectuaecatu jetT. D nagane 1960-x ronos B CIIIA Ob11 pa3paboTaH U BHEAPEH
TecT ['aTpu — HccrneqoBaHre CyXuX MATEH nepudepruueckoi KpOBU IS BBISIB-
neHust peHukeTronypun. [lo MosiBIIeHUs 3TOr0 METO/Aa IUarHo3 (PeHUIKETOHY-
pYH YCTaHABIMBAJICS JUIIb MOCIE PA3BUTHS KIMHUYECKUX PU3HAKOB YMCTBEH-
HOI oTcTanocTu. BBeneHre HeOHaTaaIbHOTO TECTUPOBAHMS IO3BOJIAIIO BBISBIIATH
3a0osieBaHuE 70 MaHU(ecTaly CUMITOMOB U, Oyiaroiapsi paHHEMYy Ha3Haye-
HUIO JIEYEOHOW JUETHI, MPEJOTBPAIATh Pa3BUTHE MUHTEIUICKTYalIbHBIX Hapylle-
HHU.

VYcnex ckpyHMHTa (PEHUIIKETOHYPHUH MOCITYKUI OCHOBOM ISl CO3JaHMsI U
paclIMpeHusi TporpaMM HEOHATAJIbHOTO CKPUHUHIA, HAMPABJICHHBIX HA paHHEE
BBISIBJICHUE BPOXK/IEHHBIX M HACJIEJICTBEHHBIX 3a00JieBaHMil. B HacTosiee Bpems
IIEPEYCHb BKIIFOYAEMbBIX HO30JIOTHMI 3HAYWUTEIBHO Pa3jiu4acTcsl B pa3HbIX CTpa-
Hax.

B Poccun maccoBblii HEOHATaNbHBIA CKPUHHUHT ObLI pa3BEPHYT B Hayaje
1990-x rogos. IlepBoHauanbHO 00CIEIOBAaHME HOBOPOXKAEHHBIX MPOBOAMIOCH
Ha JiBa 3a00s1eBaHusl — (PEHWIKETOHYPHUIO U BpOXKAEHHBIN runotupeos. B 2006
rojly nepedyeHb OOCIEAYEeMbIX HO30JIOTMI OBbUT pacUIMpeH A0 MATH 3a CUET
BKJIFOUEHMS TAJIAKTO3EMHH, aJPEHOTEHUTAIIBHOTO CUHIPOMA U MYKOBHUCIIMA03a.

C 1 auBaps 2023 roma BBEIEH paCHIMPEHHBIM HEOHATAIbHBIA CKPUHHHT
Ha 36 Ho3osoruit (Tabn. 3), KOTOPHIM BBIMOJHSIETCS BCEM HOBOPOXKIEHHBIM
HE3aBHCHUMO OT TPaXXJaHCTBA. JTO CTaJ0 BO3MOXKHBIM Oyiarojapsi BHEIAPEHHUIO
TaHJIEMHOM Mmacc-cnektpoMmeTpuu, [IL[P-nmuarHocTmkn wmyTtanuii B TreHax
SMN1/SMN2, accouuupoBaHHbIX CO CIIMHAIBHOW MBIIIIEYHON aTpodueid, a Tak-
ke I[111P-ananmm3a konuii JIHK TREC u KREC, no3B0s01IET0 BBISIBIATD TSIXKE-
Jple KOMOMHUpOoBaHHbIe UMMYHOAepuIMTHL. C 2026 Toga B mporpammy J0MoJ-
HUTEIBHO BKJIFOUEHBI aepuuUT  aeKapOoKCUIIa3bl apOMaTUYECKHUX
L-amuHOKHMCHOT U X-CLIETUICHHAs aapeHoierikoauctpodus, a B 2027 roay mia-
HUPYETCA paclIMpeHre CKPUHUHTA 3a CUET MbIIeYHOM auctpodun JlromenHa-

bekkepa.
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Ta0Omuma 3

3a0o/ieBaHMS U3 MPOTPAMMBbI PACIIMPEHHOT0 HEOHATAJIBLHOI0 CKPUHHUHT A

MIIEI.;)TI 0 3a0osieBaHue

E70.0 Knaccuueckasi heHHIKETOHYpUS

E70.1 Hpyrue Bunbl runepdeHnnaianHnHeMun (1eQUIUT CUHTEe3a WU peaKTHBa-
IIMY TETParuIpoOHONTEPHUHA)

E03.0 Bpoxaennsiil runotupeos ¢ audy3HsiM 3060M

E03.1 BpoxaeHHbIN runotupeos 6e3 300a

E84.9 KucTo3usiil hpubdpo3 HeyTOUHEHHBIN (MYKOBUCIIHIO3)

E74.2 Hapymiennsi oOMeHa rajakto3bl (TaJaKTO3eMHsl)

E25.0. BposeHHbie aipeHOreHUTAIbHBIE HAPYIICHUS, CBSI3aHHBIE C JeDUITUTOM
(hepMeHTOB

E25.9 AJIpEHOTEHUTAIPHOE HAPYIICHUE HEYTOYHEHHOE (aipEHOT€HUTATBHBII
CHHJIpOM)

E53.8 HenoctaTo4yHOCTH ApyruX yTOYHEHHBIX BUTAMUHOB I'pymsl B: Hegocra-
TOYHOCTh OMOTHMHHUAA3bI U CUHTETA3bl FOJIOKapOOKCHIIA3

E70.2 Hapymienus: ooMeHa TUpo3uHa (TUPO3UHEMUS)

E71.0 bone3np «kieHoBOro cupomnay (JSHIIMHO3)

E71.1 Jpyrue Buibl HApYIIEHUH 0OMEHAa aMUHOKHUCIIOT € Pa3BETBIEHHOM LIETIBIO:
MPOIMMOHOBAsS AlUIEMHUSI, METUIIMAIIOHOBAS allUIEeMHUsl, U30BaJIEPHAHOBAsI
anuaeMus, 3-THIPOKCH-3-METHIITITYyTapoBast allulypus, B-KeToTHoNa3Has
HEJO0CTAaTOYHOCTb

E71.3 Hapymenus oOMeHa >KUpHBIX KHCIIOT: IEpBUYHAST KAPHUTHUHOBASI HEIOCTAa-
TOYHOCTb, HEJIOCTATOYHOCTh CPEIHELIETIOYEYHOM, ITMHHOLEIIOYEYHOU U
OYEHb JUIMHHOLIENOoYeuHOU anui-KoA-neruaporenas, He10CTaTOYHOCTh
MUTOXOHIPUATBHOTO TPUPYHKITMOHATIEHOTO Oelika, KApHUTUHIATBMUTOU-
narpancdepassl [ u Il Tumnos, a Taxxe kKapHU-
THH/alMJIKAPHUTUHTPAHCIIOKA3bI

E72.1 Hapymenusi oOMeHa cepocoiepKalux aMUHOKUCIOT (TOMOIIMCTUHYPHSI)

E72.2 Hapymenust oOMeHa 1iukiia MOYeBUHBI (IUTPYJUTHHEMUSI, TUII I, apruHas-
Hasl HEJIOCTATOYHOCTB)

E72.3 Hapymenust oOMeHa Ti3nuHa U THAPOKCHIN3UHA (TIIyTapoBas alluaeMus
tut [ u tun I (pubodnaBuH-uyBcTBUTEIBHAS (hOpMA))

GI12.0 Jletckas cnuHanbHasi MbitieuHas arpodust tun I (Bepauura-I'odhdmana)

Gl12.1 Jpyrue HacieICTBEeHHBIC CIUHAIBHBIC MBIIIEYHBIC aTpOhUn

D80-D84 |[TepBuuHbIe UMMYHOIC(PUITUTHI

['maBHast 3amaua 000N CKPUHUHTOBOW MPOTPaMMbl — PAHHEE BBISIBIIC-

HUe 3a00JeBaHui, MOBbIICHHE Y(PPEKTUBHOCTH JICUEHUS, CHUIKEHHE CMEPTHO-

CTHU W YJY4IIEHUE KA4eCTBA XKWU3HU NauMeHTOB. [loaTOMy pacmmpeHue HeoHa-

TAJIbHOTO CKPHMHHUHI'A 3aBUCUT HC TOJBKO OT TCXHOJIOTHUYCCKUX H (I)I/IHaHCOBBIX

PECyYpCoOB, HO U OT JOCTYIMHOCTH Op(aHHBIX MPENapaToB U JeYeOHOTO MTUTAHMUS.
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HoBopoxxn€HHbIE C OTKIIOHEHHUSIMU B IIEPBUYHBIX TECTAX HANPABJISAIOTCS B
CHEIUAIN3UPOBAHHBIEC IIEHTPHI ISl TOATBEPKIAIOMUX OMOXUMUYECKUX, MOJIe-
KYJISIPHO-T€HETHYECKUX M IIUTOreHeTHYecKux uccienoranuii.llocne Bepuduka-
MU UarHo3a peOEHOK BKIIIOYAETCA B TPYIIy AMCHAHCEPHOro HAOMIOJIEHHUs, a
CBEJICHHS O HEM MEPENA0TCA B MEAUIMHCKYIO0 OPraHU3aI|Io0 IO MECTY JKUTEIb-
CTBA C PEKOMEHAALUSAMHU MO AJbHEUILIEMY BEAECHUIO.

Bompocel nexapcTBeHHOro oOecnedeHus MalUMeHTOB KypHupyeT (oHA
«Kpyr nobOpay, moaaepKUBAIOITUIN JETEH ¢ TSHKETBIMU, KU3HEYTPOKAIOITUMHI U
XPOHUYECKUMH, B TOM YHCIIE PEIKUMHU, 3a00JIeBaHUAMHU.3a TOCIEIHEEe JACCITH-
JeTue JieueHue opdaHHbIX 3a00JIEBaHUM CYIIECTBEHHO MPOJIBUHYJIOCH OJiaroja-
ps passutnio reHHor tepanuu u PHK-texnomoruin. B CIIA yxe 3apeructpu-
poBano 6osee 600 opdannbix npemnapatoB, B ctpaHax EC — 6omnee 200. [Ipu
ATOM YHCJIO 3a00JI€BaHUM, JIJIT KOTOPBIX JOCTYITHA TapreTHas Tepamnusi, CeroIHs
3HAUUTEIHHO OO0JIbIlIEe, YEM MEPEUYCeHb HO30JIOTHM, BKIIOYEHHBIX B MAaCCOBBIC
nporpamMmbl ckpunuHra. Tem He meHee 10 40% MalUeHTOB ¢ peIKUMH 3a00Je-

BaHUAMM ITIO-IIPCIKHCMY I'OAaMU OCTAIOTCA 0e3 TOYHOIro Juar”go3a.

IMOJYYEHUE MATEPHUAJIA JIS1 IPOBEJIEHUA
HEOHATAJIbBHOI'O CKPUHHUHI'A

OO6cnenoBanre HOBOPOXKJIEHHOTO MPOBOAMUTCS TOJIBKO TOCIE TOTYYCHHS
MMCbMEHHOTO MH(OPMHUPOBAHHOTO COTJIACHs 3aKOHHOTO TipeacTtaBuTes. [lepen
3a00pOM KpPOBHU CEMbE 3apaHee PazbsCHSIOT IIeNIb MCCIEIOBAHMS, BO3MOXKHBIM
OTKa3 W TOPSIOK TTOBTOPHOT'O OOpaIeHusI, a CBEACHHUS O COTJIACUU, BPEMCHH H
YCIIOBHSIX B3sATHS o0Opasmna (PUKCHPYIOT B MEAMIIMHCKON JTOKYMCHTAIlMM W WH-
dhopMalMOHHON CUCTEME.

KpoBb 11 cTaHIapTHOTO W PacHIMPEHHOTO HEOHATaJIhbHOTO CKPWHWHTA
OepyT U3 MATKU, KaK MPABUIIO, TIOCIe KOPMJICHUS: Y JOHOIIEHHBIX JACTeH — B
Bo3pacTe 24—48 4acoB KWM3HM, Y HEJAOHOIICHHBIX — Ha 7-¢ cyTKu. OOpasiisl
HAHOCST Ha CHEIUalIbHbIC TECT-0JaHKU U3 QUIBTPOBAILHON OymMaru B BUJE CY-

xux nareH (Puc. 11), cobmonas acentuky M yCTaHOBJICHHbIE IpaBHiia 3a00pa.
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[Ipu tpancdy3uu win IKMO KpoBb 1O BO3MOXHOCTH O€pyT 0 MPOLEAYpPHI

MO0 MOBTOPSIIOT 3a00p MO3XKE, UTOOBI N30€kKaTh UCKAKEHHBIX PE3YIbTaTOB.
[Tocne BricymMBaHus OJaHKU MAPKUPYIOT, OOPMIISIOT HAMpaBIIEHUE CO

HITPUX-KOJOM, TIPOBEPSIOT UICHTU(UKAIIMOHHBIC JAHHBIC U HAMPABIISAIOT MaTe-

puaibl B peruoOHaIbHBIN pedepeHc-IeHTp 1 J1abopaTOPHOTo aHau3a.

Pt i ( \ 3anonHATL NeYaTHLIM KW ByKBaMMK
[1PnEnTwdmED LM HoMep paSesia = Dara pance 1 | e ¥
& J s . (T = it NWTEMSS! § NOMEST BaRTRS OBIEISE pouM |
_ Eé £ | : | T | . A | M W m| DyaHDe WooayoTe Opyros
\ / % § 5| & LI T
R [TTTIT]
-~ 45 &) i ' | A
r i g —/]
; TR %
- g u‘>=u'| oo
Nz O — 0 I — =l
i gg O — e —————— &
/N g g ” .' ]
L R - | [T 11 3

Puc. 11. TecT-0aHK 151 HEOHATAJILHOTO CKPUHUHTA.

OEHWJIKETOHYPUA U IPYT'UE T'TNITIEPOEHUJIAHUHEMUU

['unepdenunnanaHuHeMUn MPEACTABISAIOT CO0OW TIpyIIy ayTOCOMHO-
pELECCUBHBIX 3a00J€eBaHUM, 00YCIOBICHHBIX HApPYIIEHHEM OOMEHa He3aMeHH-
MOM aMHUHOKHUCJIOTHI (heHMWIAJIaHWHA, MOCTYNAIOIIe B OpraHu3M C OETKOBOM
nuueil. B oty rpynmny BXoasT pasnuuHble (OpMbI HApYIIEHHH MeTaboau3ma
(deHunanaHuHa, npexae Bcero (PeHUIKETOHYpHUs, a TaKKe paccTporcTBa oOMe-
Ha TETParuapoOHONTEPUHA, CBA3AHHbIE C Je(EeKTaMU €ro CUHTE3a WM PEaKTU-
BaLIMH.

JTHONAaTOreHe3 runep(eHnIalaHiHeMuil CBA3aH CO CHIDKEHUEM aKTHB-
HOCTU (hepMeHTa (DEeHUITATAHUHTUIPOKCUIIA3bl BCIICACTBHE MYyTallMii B TeHE
PAH. D10 npyuBOANT K HAKOIUICHUIO B OpraHU3Me (PeHUJIaIaHWHA U €r0 TOKCH-
yeckux MetradonutoB. [loMmumo 3TOr0, pasButue runeppeHuIaiaHuHEMU MO-

XKeT ObITh CBsI3aHO ¢ MyTauusmMu B reHax PTS, ODPR, GCHI, PCBD u SPR,
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KOJUPYIOIIUX (PEPMEHTHI, YHAaCTBYIOUIUE B CUHTE3€ U perenepanuu kopakropa,
HeoOxoauMoro it paboThl (PeHMIANAHUHTUAPOKCUIIA3bl — TETparuapoouo-
ntepuda (BH4), a Taxke rene DNAJCI2, KOTOpBIA KOAMPYET KO-IIArepoH,
o0ecreynBaoIInii CTaOUIBHOCTh (PEHIITAHUHTUPOKCHIIA3HI.

B Hacrosmee BpeMs pa3BepHyTas KIMHHYECKas KApTUHA BCTPEUYACTCS
peako Onarogapsi MPOBEICHUIO HEOHATAIbHOTO CKPUHUHIA U pAaHHEMY Haydaly
Tepanuu. Tem He MeHee B OTJEIbHBIX CIy4yasX MallueHThl MOTYT OCTaBaThCs He-
JIMarHOCTUPOBAHHBIMU BCIIEJICTBUE OLIMOOK MPU CKPUHUHIE, OTKa3a POJAUTEIICH
oT o0cneoBaHus JIMOO HECOONIOEHUS TUeTOoTepanuu. B cBsi3u ¢ 3TUM TUnep-
(eHUIATaHUHEMUIO CJIEAYET MCKIIOYaTh y JIETeW C HESICHOM YMCTBEHHOM OT-
CTaJIOCThIO, OCOOEHHO MPU HATUMYMHU XapaKTEPHBIX (PEHOTUIIUYECKUX IMpHU3HA-
KOB.

Krnaccuueckrie KIMHMYECKHE MPOSIBJIEHUS] BKIIOUAIOT OOIIYIO 3aJICPKKY
pa3BUTHS, PBOTY, CHUKEHHUE HUHTEPECA K OKPYKAIOLIEMY, MBIIIEYHBIN TUIIEPTO-
HYC, IPU3HAKK aTOIMMYECKOTO JAEPMATUTa, MUKPOIIE(PaATHIO, SMUICTICUIO, THUIIO-
MUTMEHTAIUIO KOXKHU U BOJIOC, a TAKKE TOTyOOi 1BET rias.

JIMarHOCTHKA OCHOBBIBACTCS HA OIPEACIICHUM KOHIICHTpaluui (QeHu-
alaHMHAa W THPO3WHA B IUIa3ME€ KpPOBU METOJIOM TaHJEMHOM Macc-
CHEKTPOMETPUU C PACUETOM COOTHOUIEHUS (heHUIIATaHUH/TUPO3UH. OCHOBHBIM
OUAZHOCMUYECKUM Kpumepuem (PeHuIKemoHypuu Ciy>KUT TOBBIILICHUE KOH-
neHtpauuu GeHwnaanuHa B kpoBu Beiie 2,0 mr/ni (120 mxmons/n) (Puc. 12).
[IpoBOAUTCS MOJIEKYJISIPHO-TEHETHUUECKOE HcclieqoBaHue reHa PAH, Bkmodas
MOKMCK YaCThIX MyTaIuH, aeienuil u ayrukanuid. [Ipu HeobxoaumocTu aHau-
supyrorest Takxe reasl PTS, ODPR, GCHI, PCBD, SPR u DNAJCI12. [lonon-
HUTEJIbHO UCCIIEAYIOT COAEPKaHUE ITEPUHOB B MOYE.

['unepdenmnanannHeMuro cieayeT HCKIoYaTh Yy TMAIMEeHTOB JIF000TO
BO3pacTa MPU HAJUYUU OTATOIIEHHOTO CEMEMHOro aHamHe3a, SIHICTICUH, 3a-
JEPKKHA TCUXUYECKOTO Pa3BUTHUS PA3IMYHOM CTEIEHH BBIPAKEHHOCTH, MOBE-
JIEHYECKUX HApYIIEHUW U PACCTPOMCTB ayTUCTUUYECKOTO CIEKTpa, dKCTparupa-
MUJHBIX CUMIITOMOB (B TOM YHMCJI€ TAPKUHCOHOMOAOOHOTO CHHApPOMA y B3pOC-
JIBIX), XapaKTEPHOI'O 3aTXJIOrO («MBIIIMHOIO)») 3amaxa Teja, 9K3eMbl U CHUXKe-

HUA MIMTMECHTAIINN KOXXHU U BOJIOC.
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Poannsusrii gom (cTanmonap, NOMMKIHHIKA)

Coop obpazuos kpoeu, goctaeka 8 MIK

h 4

Jlaboparopus maccoBoro ckpuanara MI'K

Onpenenenue A B CYXOM NATHE KPOBH

p
[ @A <20 mr/an } [ DA 2 1-4.0 mr/an | DA >40 mr/an ]
[ baank-perect ] [Mpurnaienue
I pedenka 8 MI'K,

Y | | npoeejeHue

HODMR YTOYHAKOIEH
P DA <20 mr/an ] l DA =20 mr/ 1 ]—’L\ AHATHOCTHEH

l |

[ DA 2 1-10,0 mr/an ] [ DA 10,1-20,0 mr/an J [ DA =20 mr/an ]
l |

: ! ! '

Jerkan I'DA J Hrepun- Vmepennas GKY [ Knaccuueckas ]

-~

sapucHman DA OKY

LN

L 4 L 4 w w

Habmonenue 8 MI'K
MequKko-reHeTHIeCKoe KOHCYILTHPOBAHHE

A

Puc. 12. AAropuT™ 1UarHOCTUKY rUnepeHmIaTaHnHEMUAN.

[Tpu mpoBenennn auddepeHnrnanTbHO TUAarHOCTUKH HEOOXOAUMO YUu-
THIBaTh TPAH3UTOPHYIO THMNEPpPEHMWITATIAHWHEMHIO Y HEJIOHOIICHHBIX, HACIIC-
CTBEHHYIO JIOOpPOKAYeCTBCHHYIO THNEpPEHUITAIAHNHEMHIO, IPYTUe Hacied-
CTBEHHBIC 00JIe3HH 0OMEHA BEIIECTB, a TAK)KE CHHJIPOMBI, COITPOBOXKTAOIITHASCS
TUTIONIMTMEHTAIMECH KOKHM M BOJIOC, TaKWE KaK aJlbOMHU3M, CHHApOM Yemnaka-

Xwuracu, CHHAPOM AHrejibMaHa U Apyrue.
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BPOXKJIEHHBI THTIOTUPEO3

BpoXn€HHBI TUIOTUPEO3 MPEACTABISET COOOM TETEPOreHHYIO TPYIILY
3a00JIeBaHUl, MaHU(DECTUPYIOLIUX C POXKJIECHUS M XapaKTEPU3YIOIIMXCS Ya-
CTUYHBIM JINOO MOJHBIM HapylIeHUEM (YHKIUH IUTOBUIHOM kene3sl. [lo nan-
HBbIM HEOHATAJIbHOTO CKpUHMHTa B Poccuiickoit denepannn yactora COCTaBiseT
B cpenneM 1 ciydait Ha 3600 HOBOpOXAEHHBIX (¢ KojeOanusmu oT 1:2300 mo
1:4750). YV neBouek 3a0osieBaHUE AUMATHOCTUpPYETCd B 2—2,5 pa3a 4aile, 4YeM y
MaJIbYUKOB.

JTHONATOreHe3 Yallle BCEro cBsi3aH ¢ MOp(HoyHKIIMOHATIBHONW HE3PEIo-
CTbIO MJIM MOPOKAMM Pa3BUTHUS ILUTOBUAHOM JKEJIE3bl, peKe — C MaTOJOruei
runortanamo-runoduszapaoi cuctemsl (Taom. 4).

Tabmuua 4

Knaccm[)mcaunﬁ BPOKACHHOI'O THIIOTHUPEO03Aa IO YPOBHIO MMOPAKCHUA

ITIpuunna Yacrora
Ilepeuunwtit cunomupeos

1. JlucreHe3us IMIMTOBUIHOM JKEJIE3bI:

- Arenesus (aTupeo3) 85-90

- I'unorenesus (runomasus) 1:4 000

- Hucronus 5-10

2. JIucropMOoHOT€HE3: 1:30 000-1:50 000

- JedexT perentopa TUPEOTPOITHOTO TOPMOHA

- HedexTt Tpancnopra ioga (Myrarus rena NIS)

- Jledbexr mepokcuaasHoil cuctembl (Mytanusi reHoB 7TPO,
DUOX2)
- Hedext cunresa tupeornnodynuna (Mmyrauus resa 7G)

- cugapom llenapena (myranus rena SLC26A44)

Llenmpanvuwvtii zunomupeos (émopuynulil, mpemuunwlit) |3-4
- CoueTaHHbI! AePUINUT TUITOPU3APHBIX TOPMOHOB 1:75 000-1:100 000
- N3onupoBanHbIii A€PUIUT THPEOTPOITHOTO TOPMOHA

- [lepudepuueckast pe3UCTEHTHOCTh K THPEOHIHBIM TOPMOHAM

- Tpan3utopHsIi TUIIOTUPEO3

B 85-90% cnyuyaeB BBISBISETCS NEPBUYHBIA BPOXKIEHHBIA THIOTHUPEO3.
Cpenu ero mpu4uH mpeoOIagacT TUCTCHE3Ws IIUTOBHUIHON JKeNe3bl: areHe3us

(atupeos), sxronus U rumnomiasus. B 5-10% cnydaeB nuarHoctupyercs IeH-
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TpalbHbIA (BTOPUYHBIA WJIA TPETHUYHBINA) TMIIOTUPEO3, CBS3AHHBIA C WU30JIUPO-
BaHHbIM JedpurutoM TTD wnm rumonutyutapuzMom. [ledunuT TUpEoUuTHBIX
TOPMOHOB MPUBOAUT K BBIPAXKEHHBIM HapYILICHUSM MPOLeccOB pocta U audde-
peHIMpOBKY TKaHel. Hanbomnee 4yBCTBUTEIBHON K TOPMOHAIBHON HEJOCTATOY-
HOCTH SIBJISIETCS] LIECHTPAJIbHAs HEPBHAsI CUCTEMA; IPU OTCYTCTBUM CBOEBPEMEH-
HOM Tepanuu (OpMUPYIOTCS HEOOpAaTUMble KOTHUTHBHBIE HAPYILICHUS.

KiunHnyeckass kKapTUHa BKIIOYAaE€T OOMEHHBbIE U TPOPUUYECKHUE HAPYIIIE-
HuA. [ oOmenno-czunomepmuuecko2o cunHopoma XapakTepHbl 310KOCTh, IO-
HIDKEHHAs TEMIIEpATypa Tela, THIEPIUIONPOTENHEMUS C MTOBBIIIEHUEM YPOBHS
XOJIeCTepUHA U TPUIVIMLIEPUIOB, a TAKXKE yMEpeHHas NpuOaBKa Macchl Tela
BCJICJICTBUE CHMIKCHHUSI JIMIOIU3A U 3aE€PKKH KUIKOCTH. Mukcedemamo3Hnvie
U3MEHeHUs TIPOSIBISIIOTCS IUIOTHBIM OTEKOM JIMIA U KOHEYHOCTEH, YTONILEHHEM
ry0 u s3pika, orpybenuem uyept nauna. Koxka cyxasd, XojonaHas, OJeIHO-
KEJITOBATAsl, CKIIOHHAA K IIENYIIEHHUIO; BOJIOCHI TYCKIIbIE U JIOMKHE, BO3MOXKHA
ux nuddys3Has yrpara, HO'THU UCTOHUEHBI.

Co CTOpPOHBI HepeHOoIl cucmempl OTMEUYAIOTCS 3aTOPMOKEHHOCTD, COHJIU-
BOCTb, CHMKEHHME MaMATH, THIIOMUMUS, 3aMeJUIeHUE PE(PIEKCOB U CEHCOPHBIE
HapyweHus. [lopaxkenue cepoeuno-cocyoucmoit cucmemul nposBisieTcs: Opa-
TUKapIUe, CHIKEHUEM CEpJACUYHOr0 BBIOpOCA, apTepUabHOM THIOTEH3UEH,
BO3MOYKHBIM MEPUKApAUAIbHBIM BBIIIOTOM W MPU3HAKAMU CEPACYHOM HEIOCTa-
TOYHOCTU. {7151 drceny0ouno-kumieuno2o mpaxma TUNNYHBI 3a110PbI, CHUKEHUE
anmeTuTa, JUCKUHE3Ms JKEITYEBBIBOJSAIINX ITyTEH; BO3MOXKEH ayTOMMMYHHBIN
ractpuT. Hepenko pa3BuBaeTcss aHeMUYECKUN CUHAPOM U HapylIeHUs] QyHKIUH
TpOMOOLMTOB. 3aMeUIEHHE KOCTHOTO PEMOIEIUPOBAHUS PUBOJIUT K 3aJEPIKKE
(uznyeckoro pa3Butus U Muonatuu. Co CTOPOHBI PenPOOYKMUGHOU CUCHEMDbL
BO3MOYKHA 33/IEp’KKa MOJOBOT0 CO3PEBAHUS; Y JE€BOUYEK — OJIMTO- WJIM aMEHO-
pest, aHOBYJISALIMS M TAJITAKTOPES BCIEACTBUE TUIEPIPOIIAKTUHEMUH, CBA3aHHOM C
MOBBIIIEHHON CEKpEeUHEed THPEOTPONUH-PUIM3UHT-TOPMOHA U CHH)KEHHUEM J10-
(baMUHEPru4ecKoro TOpMOXKEHHUS.

Cunopom Ban-Buka-I pombaxa pacCMaTpUBAETCS KaK BapUAHT MPEKIE-

BPEMCHHOT'O ITIOJIOBOTO PAa3BUTHA IIPpU ACKOMIICHCHPOBAHHOM IIEPBUYIHOM TI'MIIO-
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TUPEO3€ W XaPAKTEPHU3YETCS] HECOOTBETCTBHEM MEXIYy MPU3HAKAMH TOJIOBOTO
Pa3BUTHS U YPOBHEM TOJIOBBIX CTEPOHIOB.

JIMarHOCTHKA OCYIICCTBIISICTCS B paMKaxXx HEOHATAIBHOTO CKPHHHHTA
(Puc. 13). B BbicylIeHHOM TSITHE KPOBU ONPENEIAECTCS YPOBEHb TUPEOTPOITHOTO
ropmona (TTT). Ilpu 3nauenuu TTI Boite 9 MxExa/mn ananu3 noBTopsioT; mo-
kazarenu cBbiie 40 MKEa/MIT MO3BOJSIOT 3am0I03pUTh BPOXKAEHHBIN THUIOTH-
peo3, a 6osee 100 MKEn/Ma ¢ BBICOKOH BEPOSATHOCTHIO CBHUAETEIBCTBYIOT O
Hajmanu 3a0osieBanus. [Ipr COMHUTENBHBIX pe3yabTaTaX 1 MUHUMAIBHBIX K-
HUYECKUX TMPOSBICHUSX MPEANOUTEHNE OTHAETCS paHHEMY Ha3HAYEHUIO JICBO-
TUPOKCUHA C TOCIEAYIONINM JTUHAMUYECKUM KOHTpojeM yposHeil TTI u cBo-

6oH0TO THpOKCHUHA (T4).

TTI B BbICYLUEHHbIX NATHaX
KpoBW Ha 4-14 aeHb

v
TTF meHee 9 ME/mMn |

TTT 6onee 9 ME/mn TTT 6onee 40 ME/mMn

Hopma, BpoXAaeHHOoro
runeprupeosa HeT

[

Petect B na6opatopum
HeoHaTanbHOro CKPUHWHIa

J |

]

[

TTI menee 5 ME/mn
cTapwe 14 gHeir

v
TTT 6onee 5 ME/mn
cTaple 14 gHein

[

Hopma, BpoXAeHHOro
rMNepTupeoaa Het

J |

YTouHsawwWwan
AvarHocTuka (TTT, ce. Ta)

v

KoHcynbTauus sHAoKpUHonora

v

Y

WHCTpyMeHTanbHble
uccnefoBaHus

TupeornobynuH

'

v

Y3W wmToBMAHOW
Menesbl C OUEeHKOR
MECT BO3MOXMHON
3KTONUMK

[ CuuHTurpadma }
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MonekynapHo-
reHeTu4yeckoe
uccnepoBaHue

(Npu nogospeHry Ha
EHEWPDManthPO NaTonorvmw 1
cemMerHble dopMbl)

Puc. 13. Aroputm HEOHATAILHOTO CKPUHUHTA ITPU BPOKJICHHOM THUIIOTUPEO3E.
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[Tocne monaTBepkIeHUsT NUAarHo3a peOEHOK HaOJ0IaeTCs B JIETCKON IO-
JUKJIMHUKE T10J] KOHTPOJIEM SHJIOKPUHOJIOTA. 3amecmumesibHylo mepanuio Jje-
BOTUPOKCMHOM HATpWs HEOOXOAMMO HAYMHATH HE IO3JIHEE IMEPBOTO MeECsAIa
KU3HU. JleueHne HOCUT MOKU3HCHHBIM XapaKTep W MPOBOIUTCS IO PETYJIsp-

HBIM TOPMOHAJIbHBIM KOHTPOJICM.

MYKOBHUCLHAI03

MyxkoBucIMA03 — HACJICACTBEHHOE 3a00JIeBaHUE C ayTOCOMHO-
PELIECCUBHBIM THUIIOM HACJEAOBAHMS, XapaKTEPU3YIOIIEECs] CUCTEMHBIM IOpa-
AKEHUEM 3K30KPHUHHBIX KEJIE3 U THKEIBIMU HAPYIICHUSIMUA CO CTOPOHBI JIbIXa-
TEJIbHOW M MHILEBAPUTENBHON CUCTEM. PacipocTpaHEHHOCTh B MUpE BapbUPYET
oT 1:600 no 1:17 000 HoBOpO)knE€HHBIX; B Poccuiickoit denepaum coCTaBiIseT
npubimsuTensHo 1:9000.

JTHonaToreHe3 cpszaH ¢ MyrauusiMu B reHe CFTR, KOIUpyIOIIEM
TpaHCMEMOpPAHHBIA PETYJIATOP MPOBOJMMOCTH MYKOBHCIIMI03a — XJIOPHUIHBIN
KaHaJI SMUTEINATBHBIX KJIETOK, PETYJIUPYIOIINI TPAHCTIOPT HOHOB XJIOPA U BO-
nel. Hapymenue ero ¢GyHKIIMU OPUBOAUT K JIETHUpaATAllUd CEKpeTa dK30KpPUH-
HBIX KeJE3: CIIU3b CTAHOBUTCS YPE3MEPHO T'YCTOM M BSI3KOM, YTO BBI3BIBAET 00-
CTPYKIIUIO MTPOTOKOB MOJXKETYIOYHOM *Keje3bl, OPOHXUAIBHOTO JAepeBa U JIPy-
rux opranoB. Ha cerognsiminuii AeHb onucaHo okojio 2000 BapuaHTOB reHa
CFTR, accormuupoBaHHbIX ¢ 3a0osieBanreM. Haubosnee pacrnpocTpanEéHHOM sB-
nsiercst myTanus F508del (mpumepno 52,8%), mpu KOTOPOUl IPOUCXOIUT JIeJie-
nus ¢peHunananraa B no3unun 508 Oenka. [laTomornyeckuii mporecc 3aTparu-
BAET JIETKUE, KETYyAOUHO-KUILICUHBIN TPAKT, ME€YEHb, MOKEITYIOUHYIO KEIE3y U
MOYETIOJIOBYIO CUCTEMY.

KiinHuveckue mNpOSIBJIEHUSI CO CTOPOHBI ObIXAMENbHOU CUCHIEMDbL

BKJTFOYAIOT XPOHUYECKYIO OOCTPYKIIUIO JBIXATENIbHBIX MyTEH, YacThle pecrupa-

TOpHblE HMH(EKIMU, B TOM 4YHUCIE BbI3BaHHbIE Pseudomonas aeruginosa n
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Burkholderia cepacia, nporpecCupymoIlyr IbIXaTeIbHYI0 HEIO0CTaTOYHOCTD,
dbopmMupoBaHUE OPOHXOIKTA30B (Yallle B BEPXHUX JIOJIAX 000UX JIETKUX), pa3BU-
THe (pudpo3a U KUCTO3ZHBIX U3MEHEHUH JIErOYHON TKAHH.

[TopaxxeHue nuwiesapumenvrol cucmempl MOXET TIPOSBISATHCS MEKOHHU-
IbHBIM HJIEYCOM Y HOBOPOXAEHHBIX, OOYCIOBICHHBIM OOTypalueil mpocBera
KHUIIIEYHUKA TYCTOM CIIM3bI0, a TAKXKE IK30KPUHHOM HEJOCTATOYHOCTHIO MOJ[Ke-
JyJIOYHOM JKEJIEe3bl y JAETEe BCIEACTBUE 3aKYNOPKH €€ MPOTOKOB. XapaKTEPHBI
XpOHUYECKAs Tuapesi, 3a7epkKa (U3MIECKOTO Pa3BUTUS U JSHUIIUT MACCHI Te-
aa.

K 2n0okpunnwvim ocnoscrnenuam OTHOCUTCS WHCYJIMHOBAs HEIOCTATOY-
HOCTbh U Pa3BUTHE caxapHOro auadera. Y MaJbUMKOB YacCTO BBISBIISECTCS BPOXK-
JNEHHOE JIByCTOPOHHEE OTCYTCTBHE CEMSBBIHOCSIIMX MPOTOKOB, TPUBOISAIIEE K
oecruionnto. B OonbIIMHCTBE CilydaeB MPUUYUHON JIETATHHOTO UCXOa CTAHOBUT-
Csl IPOTPECCUPOBAHUE IBIXATEIBbHOM U CEPACYHON HEAOCTATOUYHOCTH.

/IMarHoCTHKA MPOBOAUTCS MPHU HEOHATAJIbHOM CKPUHHUHIE IyTEM OIpe-
JIEJICHUS YPOBHS UMMYHOPEAKTHBHOI'O TPUIICMHA B CyXOM IsiTHE KpoBu. [lpum
3HaYeHUM BbIIe 99,5-r0 HeHTWwIs Ha 21-28-i JA€Hb BBINOJHSAETCS MOBTOPHOE
uccienoBanue. [Ipy MOBTOPHO MOJIOKUTENLHOM PE3yJIbTaTe MPOBOJUTCA MOTO-
Bas mpoba. B ciiyyae morpaHUyYHbBIX 3HAYCHUN MPUMEHSIOTCS JOTOJHUTEIIbHBIC
METOJIbI 00CIIeIOBaHMS, BKJIFOYAsI MOJICKYJISIPHO-TEHETUYECKYIO TUAarHOCTUKY U
OIpEJEIeHNE PA3HOCTU KHUILIEYHBIX MOTEHIUAJIOB.

Monexynapuo-zenemuyeckana OUAZHOCMUKA TIPOBOJUTCSA TOATAIHO:
BHauaJje OCYIIECTBIISIETCS MOUCK HAaOO0JIee YacTO BCTPEUAIOIINXCS B MOMYJISIIHH
MaTOreHHbIX BapuaHTOB reHa CFTR, npu OTCYTCTBUM PE3YJIbTaTa BHIOIHACTCS
CEKBEHHUpOBaHHE MO CHIHTEpPY WM BBICOKOIIPOU3BOIUTEILHOE CEKBEHUPOBAHUE
NGS) ¢ uccnenoBanrieM Bcex 27 3K30HOB I'eHa, UHTPOHHBIX y4acTKOB, 5°- u 3’-
HEKOUPYIOMUX obnacTeil. BapuaHThl HYKJICOTHIHON TOCIIEIOBATEIBHOCTH Te-
Ha CFTR xnaccuuIUpylOT B 3aBUCUMOCTH OT MX BIUSHUS Ha CTPYKTypy H
dbyHkuuo Oenka: BhIIETAIOT BapuaHT ¢ coxpanénnoil pynkuueid CFTR, a Takxke
mytanuu [-VI knaccos (Puc. 14). K I kiaccy oTHOCAT MyTaiyuu, MpUBOISIIUE K
HapYILIEHUIO CUHTe3a 0elKa, B pe3yibTaTe 4ero (yHKIMOHAJIbHBIN OelloK He 00-

pasyercs. Myranuu Il knacca npuBoasT k nedexrty (oiauHra u BHyTPUKIETOU-
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HOTO TpaHCHopTa: OEJIOK CHHTE3UPYETCS, HO HENMpPaBHIBHO CBOpAvyMUBaeTCH,
MOJIBEpraeTcsl JAerpajlallii U He JOCTUraeT KJIETOYHON MeMOpaHbl (TUIIAYHBIN
npumep — F508del). IIpu myranusx III kmacca Genmok skcmpeccupyercs Ha
MeMOpaHe, HO HapyIIAeTCsl PeryJisiius BOPOTHOIO MEXaHW3Ma HOHHOTO KaHaja.
Mytanuu IV knacca cBsA3aHbl CO CHUKEHUEM IMPOBOJAMMOCTH MOHHOTO KaHaja
IPY YACTUYHO COXpPaHHOM (QyHKIMOHaNbHOCTU. [ MyTamuit V kiacca xapak-
TEPHO yYMEHBIIICHUE KOJUYECTBA CHHTE3UPYEMOTro HOpMajahbHOTO Oenmka. MyTa-
un VI xnacca npuBoasaT k cHmkeruto ctabmibHocTH CFTR Ha MeMOpane u ero
yCKOpeHHOU aerpananuu. Hanbonee Tsokénoe KIMHUYECKOE TeUeHHE 3a001eBa-
HUSI, KaK MpaBuiio, HaOmoaaetcs npu mytanusax [-I11 kinaccos.

Hopma Knacc | Knacc 1l Knacc Il

Hapywen Hapywen Hapywen Hapywena Hapywen Hapywena
CHHTe3 benka tdonguHr 6enka BOPOTHbIH npoeoguMocCTb cnnaicuur CTabunbHOCTD
MeXaHN3M KaHana Genka
Mpumep MyTauun:  Mpumep MyTauumn:  TpUMep MyTaumuu: Mpumep myTauun:  pumep myTayun:  Mpumep MyTaLmm:
G542X F508del G551D R117TH 3849+10kbC—>T Q1412X
® @ L] [ ]
LI 4 L L ]

cla®e re ® . Cle®e Cle®e Ce®e
°
ke PHK PHIC PHIC PHK FHE P

S o) vVl AT a el S AL T

AHR HHK HHK AHK OHK AHK JHE
MR MR WG W MR WP NPT

Puc. 14. Knaccel mytanuii rena CFTR 1ipu MyKOBUCIIHAIO3€.

JleyeHne MyKOBHUCIM/I03a BKIIFOYAET IIPUMEHECHUE MAP2eMHOU mepanuu
Monaynsaropamu CFTR — mpenaparamMu, HalmpaBJI€HHBIMA Ha BOCCTAHOBJICHHE
¢ynkuun Oenka. BeiOop Tepanuu ompenensieTcss BBISBIEHHBIM T€HOTHUIIOM H
YYBCTBUTEIBHOCTBI0 KOHKPETHBIX MYTAIlMil K COOTBETCTBYIOILIHMM CPEICTBAM.
PaznuuaroTt keppekmopewl, ciocoOCTBYIONINE MPABUIBHON YKIIaJKE U TPaHCIIOP-
Ty MYTaHTHOro Oejika K anuKaJlbHOH MeMOpaHe KIETKH, U HOMEeHUUamopbl,
MOBBIIAIOIINE AKTUBHOCTh MOHHOTO KaHana. B KIMHUYECKON MpakTHKE HC-
MOJIB3YIOTCS KOMOMHaMK uBakadTopa ¢ JgymakapTopoM, 3ekcakadTopom H
Te3akaTOpOM, a TakKe MOHOTEpanus UBaka)TOPOM HIIM €ro COUeTaHue C Te3a-

KapTOpOM.
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I'AJTAKTO3EMMUA

["ayakTo3emMusi mpencraBisieT coOOM IpyIIy HAacJEICTBEHHBIX Hapylle-
HUN OOMEHa yTJeBOAOB, MPU KOTOPBIX B OPraHM3ME HAKAIUTMBAIOTCS rajakTo3a
U €€ MeTaOOJIUThI, YTO ONpPEEIsIeT KIMHUUECKUE MPOSBICHUS 3a00JIeBaHUs U
pa3BUTHE OTCPOUYCHHBIX OCIOKHEHUN. Bee (hopMbl HacIeayIoTesl 0 ayTOCOMHO-
peueccuBHOMy THUIy. [0 JaHHBIM HEOHATaJbHOrO CKpUHMHTra B Poccuiickoit
@enepanuu yactora cocrasisieT 0Koio 1:20 000 HOBOPOXIAEHHBIX, IPU ITOM
nokasarelib 00beAUHIET Bce (OpMbI 3a00JI€BaHUS, MOCKOIBKY MOJIEKYJISPHO-
reHeTHYecKasi BepupuKanus IpoOBOJUTCS HE BO BCEX CITydasix.

Amuonozusa: Bce GopMbl raJakTo3eMuu OOYCIOBJICHBI MyTallUsIMU B Te-
Hax, Konupyomux GepMeHTsl MmeTaboau3mMa ranaktossl (Puc. 15).

l'anakrozemus I Tuma cBs3ana ¢ myranusmu B reHe GALT, nokanu3oBaH-
HOM B obOnactu 9pl3.3, u compoBoxaaeTcss A€PUIUTOM TaIAKTO30-1-
dbocharypununtpancdepassl. ['anakrozemus 1 Tvma BbI3bIBa€TCS MyTallus MU B
reHe GALK]I (17g25.1), 4To NpUBOJUT K HEAOCTATOYHOCTHU rajakTOKUHA3bL. | a-
nakto3emus 11 Tuna pazBuBaetcs Beiencteue myranuid B rene GALE (1p36.11),
KoJupytomeM ypuauHaudocdar-ranaktozo-4-snumepasy. HemocTtaTodHOCTH
J1000T0 M3 YKa3aHHBIX (PEPMEHTOB MPUBOAUT K MOBBIIICHUIO KOHLIEHTPAIUU Ta-
JaKTO3bl B KpoBU. B Hacrosiee Bpems onrcano 6ojee 300 maToreHHBIX Bapu-
aHToB B reie GALT, oxomno 50 B rene GALK1 u 30 B rene GALE.

Ilamozene3 CBsA3aH TOBBIINICHUEM COJAEPXKAHUS B KPOBH TAAKTO3bl W
HAKOIJIEHUEM ranakto30-1-docdara (npu cHmwxenHor aktuBHOCTH ['AJIT wnm
['AJID), uTo paccmarpuBaeTcs Kak KitoueBol (hakTop GopMupoBaHus KIMHAYE-
CKUX CHUMITOMOB U MO3AHHUX OCJIOXHEHUU. V30BITOK rajmakTo3bl TaKKe MOXKET
MEeTa0O0JIM3UPOBATHCA C 00PA30BAHUEM TAJIAKTUTOJA, KOTOPHIN HAKaIlJIUBaeTCs B

XpyCTalIUKe, CHOCOOCTBYS pa3BUTHIO KATAPAKTHI.
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Puc. 15. Cxema meTabom3Ma raIakTo3bl.

Knaccugpukayua ranakrozeMun OCHOBaHa Ha XapakTtepe (epMEHTHOTO
nedekra. B 3aBUCUMOCTH OT MOPaKEHHOTO (PEPMEHTA BBIJEISAIOT FaTaKTO3EMHUIO
I  Tuna  (kmaccuyeckyro, CBA3aHHYIO € Je(UIUTOM  TaJaKTo30-1-
bocharypununtpancdepassl), 11 tTuna (gepuuut ranakrokunasel) u Il Tuma
(medurut ypuauaaudocdar-raaakro3o-4-3mumMepasbl).

[Tomumo knaccuyeckux (GpopMm, OMUCaHbl TEHETUUECKHE BapUAHTHI, acCo-
uuupoBaHHbie ¢ amieneM yapre. [lpu renotune D/D nonuMopdHbIil BapuaHT
HaXOAMUTCS B TOMO3UTOTHOM COCTOSIHMM, TOTJa Kak npu Bapuante G/D umeer
MECTO KOMIMAYHJ-T€TEPO3UTOTHOCTb, MPU KOTOPOH OJMH ajuiellb MpeACTaBiIeH
narorenHoit myrtauueit rena GALT, a Bropoit — BapuanTom lyapre. ["amakro-
semusi-Llyapte (GD2) dpopmupyercs npu coueTaHUH KJIACCUIECKOTO MATOTEHHO-
ro amenst GALT (G) ¢ aimenem p.N314D, uzBectasim kak Duarte 2 (D2). An-
nenb D2 Berpewaercss nmpubnmsutenbHo y 11% nuiy eBpomneiickoro mpoucxox-
nenusi. OH mpencTapisieT cOO0N TarIOTHI, BKIIOYAIOMIUN TSATh HYKICOTHTHBIX
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W3MEHEHUN: TpU HUHTPOHHBIX Bapuanta (c.378-27G>C, c¢.508-24G>A wu
c.507+62G>A), nenenuio 4eThIpéX map HYKJICOTHUJIOB B MPOMOTOPHOM 00sacTu
u 3aMeny c.940A>G (p.N314D). Hannuue amiens D2 npuBOIUT K CHUXEHUIO
aKTUBHOCTHU TallakT030-1-pochaTypuaunrpanchepassl npumepno Ha 50%. Ilpu
€ro COYETAaHUU B TPAHC-IOJIOKEHUH C KJIACCUYECKUM NATOT€HHBIM AJIJIEIEM aK-
TUBHOCTB (DEpMEHTA MOKET COCTABIISATH OKOJIO 25% OT HOPMAJTLHOTO YPOBHSI.

Knunuueckue nposaenenua npu Knaccudeckou 2anaxkmoszemuu I muna
MaHU(PECTUPYIOT B HEOHATATBHOM MEPUOJIE MOCIIe Havyajla BCKapMIIMBAHUS MO-
JIOKOM WJIH CMECSIMH, COJIepKalllUMH JIaKTo3y. Pa3BuBaroTcsi pBOTa, Iuapes,
MBIIII€YHAsl TUIIOTOHUS, BSUIOCTh, OTCYTCTBYET MpuUOaBKa Macchl Tella, OTMeva-
I0TCSl HApYLIEHUsI COCaHUA. BhICTpO HapacTaloT NMpU3HAKU MOPAKEHUS MIEYEHU C
renaToMerajaueil Wid TenaTOCIUICHOMETAIUEH, KEATYXOH, THUIIOTJIMKEMHEN U
MOBBIIIEHHON KPOBOTOYMBOCTBIO. TSKEIBIM OCHOKHEHUEM SBIISIETCS CENCHC,
yalie BbI3BAHHBIA TPAMOTPULATEIBHBIMA MUKPOOPTaHU3MaMu, MperuMyle-
cTBeHHO Escherichia coli, n nepenko umeronuii paranpHoe TeueHue. 3adoeBa-
HUE MPOSBIISETCA B MEPBbIC THU WIH HEAENH XKU3HU, MPOTPECCUPYET CTPEMHU-
TeJIbHO W 0€3 JICUeHHs MPEACTaBISET yrpo3y s Ku3HU. B panHeM Bo3pacTte
BO3MOYKHO (pOPMUPOBAHUE KATAPAKThI, Y YaCTH MALMEHTOB HAOIIOJAIOTCS MPU-
3HAaKW BHYTPUYEPEIHOW TMNEPTEH3UH. Y AEeTeN ¢ BapuaHToMm Jlyapre, mosmyda-
IOIIUX TPYAHOE MOJOKO WJIM CTAHAAPTHBIE MOJIOYHBIE CMECH, KIMHUYECKHE
MPOSIBJIICHMSI, KAK MPABUJIO, OTCYTCTBYIOT.

IIpu canaxmozemuu Il muna KIVMHUYECKUE NPOSIBIICHUS Yalle BCErO
OTPaHUYMBAIOTCS PA3BUTHUEM KaTapakThl. B psie ciiyyaeB oTMeqaroTcs 3aJepxK-
Ka pocTa M HEAOCTAaTOYHAasl MpuOaBKa MAacChl Tella, & TAKXKE TUCIENTUYECKUE
pacCcTpoONCTBA.

I'anakmozemus III muna BCTpedaeTCs KpalHE PEIKO M INPEACTABIICHA
nByMsi hopMaMH — JT0OPOKAYECTBEHHOM (M30IMPOBAHHON) U THKENON (TeHepa-
nu3oBaHHOM). [Ipm n00poKadecTBEHHOM BapHWaHTE CHUMITOMBI MOTYT OTCYT-
CTBOBAaTh, U 3a00JIEBAHHE HEPEIKO BBIABISETCS CIy4YallHO MpPU HEOHATAIbHOM

CKPUHHHI'C I1I0 IOBBIIICHHOMY YPOBHIO TaJIAKTO3bI B KPOBH. B ,HaJIBHeI;’IIHeM
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BO3MOJKHBI HapyIICHHs] MOTOPHOTO M pedeBOro pa3putus. Tspkénas gopma 1o
KJIMHUYECKON KapTHUHE CXOJIHA C KJIACCUYECKOM rajaKTO3eMHUEU W MPOSBIISIETCA
KEITYXOH, TemaToOMErajiuei, pBOTOM, MBIIIEYHON THUIIOTOHUEH W 3aIEPKKOU
(U3UYECKOTO M TICHXOMOTOPHOTO PAa3BUTHS, IMO3KE MOXKET MPUCOCTUHSITHCS
cruieHoMmeranus. /laxke npu paHHeW NTHAarHOCTUKE M CBOCBPEMEHHOM Ha3Haue-
HHUH JUETHI 4YEPE3 HECKOJIBKO JIET Y YACTH IMAILIMEHTOB BBISIBIISIOTCS BBIPAKCHHAS
3a7IepKKa TICHXOMOTOPHOT'O Pa3BUTHA U HEHPOCEHCOPHAs TYTOYXOCTb.

AJITOpUTM OuazHocmuKu NPeCTaBICH Ha puc. 16.

B Poccuiickoii denepanuyu NpoBOAUTCS HEOHATAIbHBIA CKPUHUHT, YTO
MTO3BOJISICT BBISABIIATH 3a00JICBaHHUE Ha JOKIMHUYECKOW cTaauu. /[uarHos ycra-
HABJIMBAECTCA TPH MOBBIIIEHUH KOHILIEHTPALUM TAJIAKTO3bl B KPOBHU, CHUKECHHUU
aKTUBHOCTH rajiakTo30-1-pocharypuaunrpancdepassl npu | Tumne, a Takxke npu
BBISIBICHUM MATOT€HHBIX BApUAHTOB B TOMO3WIOTHOM WA KOMIAYH/I-
reTepo3uroTHoM coctosiHnM B reHax GALT, GALKI win GALE B 3aBUCHUMOCTH
OT THUIIa 3a00JICBAHUS.

Jleuenue cnenyeT HaAUMHATH HE3AMEJIMTEIBHO MPU HAMYUM KIMHUYE-
CKHUX TPOSIBJICHUN WM MOJIOKUTEIBLHOTO PEe3yJbTaTa CKPUHUHIA, HE JOXKUIASICh
MOJICKYJISIPHOTO OATBEp K IeHUsA. HazHauaeTcs quera ¢ HCKIIFOYEHUEM TallaKTo-
36l U JIAKTO3BI I MIPEAOTBpAIICHUS HAKOIUICHUS TOKCHUYHBIX METa0OJIMTOB.
[Tocne moaTBepx)IeHUA IUArHo3a PEKOMEHJIOBaHA MOXKW3HCHHAS 3JIMMHUHALU-
OHHAsl IME€Ta C UCKJIIOYCHUEM MPOAYKTOB M JICKAPCTBEHHBIX CPEJICTB, COAEpP)Ka-
UX TATAKTO3Y U JIAKTO3Y, MAIMeHTaM C KJIACCHYECKOM TrajakTto3eMmuen | tuma,
raakto3emueit Il Tuna u renepanuzoannon ¢popmoit 111 Tuna. [Inst mpodumak-
TUKU Jepuiura BuTaMrHa D Ha3HA4aroT npenaparsl KajablUs U XOJIeKalblude-
pona. Ilpy pa3BUTHM TNEPBUYHOTO THUIIEPTOHAJAOTPOINHOrO THUIIONOHAAM3MA ¥y
KEHIIUH MPOBOJAUTCS 3aMECTUTENIbHAS Teparusi SCTPOreHaMH, MPU HEOOXOIU-

MOCTH BBIIIOJIHACTCA XUPYPIrUICCKOC JICUCHHUC KaTapaKThI.
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ToTanbHaa ranakrosa e
BbICYLUEHHbIX NATHAX KPOBH

+ v
[ MeHee 7,5 Mr/an ] [ 7,5-15 mr/an J 6onee 15 mr/an
Knaccuueckasa — MocnuTanuaauus,
FANAKTGaSMMR Ha3HaveHue aueTbl
UCKNDYeHa

r I
v

v
ST

Onpegenenne aktmueHocTh AT, yacTtele

MyTauum B reHe GALT
AkTuBHOCTb FANT AkTuBHOCTb [AJTT AxTMBHOCTb TA/TT B
mewee 10% 10-75% HODME, SRCTRIX
MyTaLuii HeT
Ase OpHa yacras Oee OpHa yacTas
yacTble MyTauusa / HeT yacTble MyTauusa / HeT
MyTaumm YacTbiX MyTaLWiA MyTauun Y4acTbiX MyTaLWi
I N I
[ MonHbIM aHanu3 reHa GALTj
I v
Knaccuueckas
ABemyTal i 0 ranaktosemusa
yray Ay e UCKMKoYeHa
Knaccu4yeckas
ranaKkTo3emMmna
NoATBEPXAEHa
"
ConocraeneHue ﬂo?gﬁ;ﬁ:ggﬁi:”“ WccneposaHue
KITMHWUYECKUX 1 J reHoB
nabopaTopHbIX AaHHBIX, fenaxioaemis /:Qyop1e, GALKw GALE

[Oyapre / Oyapre,
HOCUTENBCTBO

t 1

KOppeKuusi Tepanuu

Puc. 16. Airoput™ AMarHOCTHKH FJIAKTO3EMHUN.
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AJIPEHOTEHUTAJIbHBIN CUHIPOM

AJIpeHOTEHUTAIBHBIM CUHAPOM, WU BpPOXKACHHAS TUCHYHKIMS KOPBI
HaanoyeuHnkoB (BJIKH) — rpynna 3aboneBaHuii ¢ ayTOCOMHO-PEIICCCUBHBIM
TUTIOM HacClIeJJOBaHMsSI, B OCHOBE KOTOPBIX JIEKHUT ACPEKT OJHOTO U3 (PEPMEHTOB
WM TPAHCIIOPTHBIX OENIKOB, MPUHUMAIOIIMX Y4acTHe B OMOCHHTE3€ KOPTHU30Ja B
kKope HagnoueyHnkoB. Camoii yacto popmoit BJIKH, na koTopyro npuxoaurcs
6osiee 90% OonbHBIX, sABIsETCS AeuiuT 21-ruapokcuinasbl. CorjaacHO JTaHHBIM
HEOHATAJIbHOT'O CKPUHUHTA PACHpPOCTPAHEHHOCTD Jedunurta 21 -rujpoKcuiassl B
mupe cocrtaBisieT 1 cimydait Ha 14000 HOBOpOXkAEHHBIX, B Poccum — 1 ciyqai
Ha 9638 HOBOPOKICHHBIX. THII HACIEAOBAaHNS — ayTOCOMHO-PELIECCUBHBIN.

Jtuonarorede3: Bce ¢opmbl BJIKH o00ycioBieHbl NMaTONOTHYECKUMU
BapUaHTaMU B T€HAX, OTBEYAIONIMX 3a CHUHTE3 (PEPMEHTOB WU KOPEPMEHTOB
CTepouJorenesa, Jubo B reHe StAR, KOAUPYIOMEM CTEPOUJIOTEHHBIM OCTPHIii
PEryJISTOPHBIN OEJIOK, KOTOPBI y4acTBYET B TPAHCIIOPTE XOJIECTEPUHA BHYTPb
muroxouapuil. ITpu Bcex dpopmax BJIKH otmeuaercst nedmuuut KkopTU3oia, 4To
0 MEXaHU3My OTPULIATEIBbHON OOpaTHOM CBSA3M NPHUBOJUT K IOBBILIECHUIO
YPOBHS aipeHOKOPTUKOTponHOro ropmona (AKTI') u runepriasuu Haamnoveu-
HukoB (Puc. 17).

BcenenctBue cTUMYIISIIIMM HAANMOYEYHUKOB HAKAIJIMBAKOTCA CTEPOUIHbBIC
TOPMOHBI, CUHTE3UpYEeMbI€ BhINIEC (HEPMEHTATUBHOTO OJIOKA, YTO MPUBOAMUT K
Pa3BUTHIO COOTBETCTBYIOIIMX KIMHUYECKUX MNposiBIeHW. Ha cerogusmnHui

nenb u3Becto 7 hopm BJIKH (Tab6m. 5).
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Tabmuna 5

Kuananuyeckue ¢gopMbl BpOKIeHHOH TUCHPYHKIMH KOPbI HAANIOYEeYHUKOB

I'en (xpo- CtpoeHnue re-
®opma MOCOMHas 1 (Y —— HUTAIU / I'opmonaiib-
P JIOKAJIN3a- P 1oJI0Boe HbI Mapkep
nusi) pa3BuTHE
Hedexr STAR | MUHEPATOKOPTHKO 46XY — xeH-
Oenka (JIUrIIO- P p CKHe / TUIIOTO-
STAR HUI0B U TIOJIOBBIX
WJIHAs TUTIEP- 8pl1.2) CTEPOHJIOB, COTbTE- Hagn3Mm;, 46XX  |Her
I1a3usl Haamo- ' oL CI’/IH oM | N/ runoro-
YEYHUKOB) PO AP HAJIM3M
Hedumut 11a- | MHHEPATOKOPTHKO 46XY — xeH-
ruapokcunasel (CYPIIAI TIOB Hp HOHOBE x CKHe€ / THIIOTO-
(medurut (15923- cfe OUIOB. CONLTE- Hagm3M; 46XX  |[Her
20,22- q24) HK{’ Hﬁ; o | — N/ ranoro-
JIECMOJIa3bI) PO AP HAJAU3M
46XY — mpo-
T MUHEPATOKOPTUKO MERYTOHHBIC
Hedexr 170- CYPI7 1O, | MOTOBBIX ONMKe K HKEeH- JI€30KCUKOPTH-
TUAPOKCUIIA3bI (10q24.3) cfe (;1/1 oB. antepi- | KM / THIIOTO- | KOCTEPOH, KOP-
/ 17,20-n1a3el 4% anbiaﬂiﬂnje I?[eI—iI/I}I Hagu3M; 46XX | THKOCTEpOH
p — N/ runoro-
HAJAU3M
46XY — mpo-
MEKYTOUHBIC C | o
Hedexr38- | MUHEPaTOKOPTUKO |aHIpPOTEHU3AIM- 17p OH- ’
ruapokcucte- |HSD3B2  |uaoB M MOJIOBBIX eil B mybeprare; DEIHEHOTOH
poun- nerua- |(1pl3.1) CTEpPOUJIOB, conbTe- |[46XX — mnpo- Em oalma;{-
poreHasbl PAIOIIMI CUHAPOM | MEXKYTOUHBIE ATHAD
OJIIKE K JKEH- APOCTEPOH
CKHM
|/N Mmunepanokop-
Teduuur 21- | CYP2142 TUKOUIOB, T moyno- |[46XY — N;
BBIX CTEPOUIOB, 46 XX — mpo- 170HP
ruapokcmiasel |(6p21.3) cOBTE .
AN MEXYTOUHBIE
cuaapoM/N
11-
T MUHEPATIOKOPTUKO e i
Heduuur 11B- |CYPIIBl |uaoB U MOJOBBIX jg§§ o Ilj’o- gg;OIﬁI:IKOpTH
ruapokcuiasel |(8q21) CTEPOUJIOB, apTEPU- P ’
ATbHAS PHIICPTEH3HS MEXYTOUHbIE JI€30KCUKOPTH-
KOCTEpOH
Jeduunt ok- | 1, o5 /N munepanoxop- ffeiYT;;EZ_ 170HP, npore-
CHUIOPEaYKTa- (7q11.2) TUKOUJOB, | TIOJIO- 4 6X§( - 0,— crepoH, 170H-
3Bl at BbIX CTEPOUIOB P IPETHEHOJIOH
MEXYTOUHBIE
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Bce ¢opMbl UMEIOT KIIaCCUYECKHUE U HEKJIACCUYECKHUE BAPUAHTHI, B 3aBU-
CUMOCTH OT TSKECTH M CPOKOB KIMHUYECKHUX MPOSIBICHHM, YTO O0YCIOBJICHO
pa3HOI CTENEHbIO CHIDKEHUS aKTHUBHOCTH ()EpPMEHTa B 3aBUCHMOCTH OT KOH-
KkpetHoil myTtanuu. [Ipu gepunure 21-ruipokcuiasbl BHIICISIOT JIBE KilacCUye-
cKkue (popMbl — COJBTEPSIONIYI0 U BUPWIbHYIO — U HEKJIACCHYECKYI0 (popMy
3aboneBanus. [Ipu HyneBOWl akTUBHOCTH ()epMEHTA OMPENCISICTCS TOTaIbHBIHN
Ne(ULUT TIOKO- U MUHEPATIOKOPTUKOUJIOB, YTO MPUBOAUT K PA3BUTHUIO COJIb-
mepawouwiell popmvl B IEpUOI HOBOPOKIECHHOCTH U BBIPAXKEHHON BUPUIIU3ALINH
HAPY>KHBIX TEHUTAIUN y I€BOYEK.

[Ipu ocrarounoit aktuBHOCTU depmenTa (1-10%) pa3BuBaeTcs eupuib-
Haa ¢opma 3a0osieBaHus 0€3 HapyLIEHUS MUHEPAIOKOPTUKOMIHOW (DyHKIIUH,
HO TPHUBOJAIIAS K BHYTPUYTPOOHOW BupmiIM3aluu 1wiofa. [Ipu akTUBHOCTH
dbepmenTa 6onee 10% BupuIM3anys OPOSBISIETCS TOJIBKO IMOCIE POXKICHUS B
BUJIE MPEXKAECBPEMEHHOIO aJpeHapxe B 4—5 JieT, yCKOPEHHUsS] POCTa U KOCTHOTO
BO3pacTa.

Knunuueckue npoaenenusn: nns scex hopm BIAKH xapakrepen nepuuur
KOPTHU30J1a, IPUBOISIINA K TUIOTJIMKEMUU (OCOOCHHO y TPYJHBIX JeTel U mpu
CTpeccax), TUIEPIUTMEHTAUA KOXKHU BCIIEJICTBUE BBICOKOTO YPOBHSI MPOOIHUO-
MEJaHOKOPTHHA U €r0 MPOU3BOIHBIX.

B 3aBucumoctu ot ypoBHs (hepmenTaTuBHOTrO 0j0Ka Bee dopmbl BJIKH
MOKHO pa3JeiuTh Ha 2 TPYNIbL: OpH Ae@UIuTe pepMeHTa Ha HavyaJdbHbIX 3Ta-
nax crepousorerHesa (aepunut 1la-runpokcunaszel, nedpexr STAR-npoteunna,
nedunut 17a-rugpokcuiia3sl) UMeeTcs 00K Ha TIyTH CUHTE3a aHAPOTEHOB Kak B
HAJIIOYEYHUKAX, TAK U B TOHAJIaX, YTO MPUBOAMUT K HEJOCTATOYHON MACKyJIMHH-
3allMM HapY>KHBIX MOJIOBBIX OPraHOB Y IJI0/10B ¢ kapuotunoM 46XY; npu nedu-
nuTe (epMEeHTOB Ha Oojiee MO3THUX 3Talax CTEPOUAOreHe3a, MPOTEKAIOIINX
TOJIBKO B HaanodyeuyHukax (nepuumr 21-ruapokcunasbl, gebuuut 11B-
TUAPOKCHUIA3bl), MPOUCXOAUT HAKOIUICHHE HAANOYEUYHUKOBBIX aHAPOTE€HOB, YTO
MPUBOJNUT K BHYTPUYTPOOHOU BUPMIHM3AIMH TUTI0A0B ¢ Kapuotunom 46XX. [lpu

neduiure 30-TUAPOKCUCTEPOUIICTHIPOTEHA3BI TIPU POKIECHUN OTMEYAETCs He-
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MIPaBUJILHOE CTPOCHUE HAPYKHBIX MOJIOBBIX OPraHOB Kak Mpu Kapuotune 46XX,
TaK U pu Kapuoturne 46XY, MOCKOJBbKY UMEETCsl OJIOK Ha IMyTH CUHTE3a TECTO-
CTE€pOHA, YTO MPUBOJAUT K HEAOCTATOYHOM MACKYJIMHU3ALUU Y MAIBYUKOB, HO
HaKaIUIMBaIOTCA B M30BITKE ciadbie aHaporeHbl (JI['DA), uTo BBI3BIBaEcT He-
OOJIBIIIYIO BUPHIIM3ALIMIO Y ICBOYEK. TaKke HEMPaBUIBHOE CTPOSHUE HAPYKHBIX
TCHUTAIANA KaK Yy MaJTbYUKOB, TaK M y JCBOYECK MOXKET HAOIIOMAThCS TpH Ae(u-
uTe oKcuaopeaykrasnl. [Ipu Gpopmax, compoBoKIarONTUXCS U30BITKOM HAIIIO-
YEYHUKOBBIX aHJIPOTCHOB, HAOJIIOAACTCSl YCKOPEHHUE POCTa, YCKOPEHUE KOCTHOTO
BO3pacTa W MpexaeBpeMeHHoe aapeHapxe. HaobGopor, mpu dopmax BJAKH c
HApPYLICHUEM CUHTE3a ITOJIOBBIX CTEPOUAOB B MOJAPOCTKOBOM BO3pacTe pa3BUBa-
€TCsl TUIIEPTOHAJOTPONHBIN TUIIOTOHAIM3M KaK Y MaJbYMKOB, TaK U y JICBOYEK.

B oTHoIIeHNN HAapyIIEHU MUHEPATOKOPTUKOUTHON (PYHKIIMKM HAIIOYEY-
HuKoB Bce ¢opmbl BJIKH Taxke MOXHO pa3ienuTh Ha 2 TPYIIIBL: IMPOTEKaro-
e ¢ JIe@uIrMToM MHHEPATOKOPTUKOUAOB (Hedunut 1la-ruapokcumnassl, je-
¢exkr STAR-mmporenna, aepuuut 38-ruApOKCUCTEPOUI-IETHIPOTreHasbl, Ae(u-
Ut 2 1-rugpokcuiiasel, 1e@UIUT OKCUIOPEAYKTa3bl) U MPOTEKAIOIINE C U30bIT-
KOM MHUHEpaJoKOpTHUKOA0B (Aebuumt 113-ruapokcwnasel, npepunur 17a-
rufpokcuiasbl). Jledunur MUHEPATOKOPTUKOUAOB TMPOSBIACTCS pPa3BUTHEM
COJITEPSIOIIETO CUHIPOMA: TOIITHOTA, HEYKPOTUMAasi pBOTA, CHHXKEHHUE apTEPHU-
aJILHOTO JIaBJICHUS, TTOTEPS MACChI TeJa, KUJIKUN CTYJI U 00€3BOKEHHOCTH, TH-
MepKaJIMeMusl, TUIIOHATPUEMUS, TIOBBIIICHUE YPOBHSI peHUHA B KpOBU. M30bITOK
MHUHEPAIOKOPTUKOMJIOB IIPUBOJUT K CTOMKOM apTepUaIbHOW TMIIEPTEH3UU, CO-
MTPOBOKIAIOIICHCS] BRIPAKEHHOM THUIIOKATUEMHEH ¢ MBIIIICYHOM CJ1a00CThI0, T10-
JTUypuel U MOJUIUIICUEH, YPOBEHb peHUHA M1a3Mbl cHUkeH.[Ipu Haubonee ya-
cto Bcrpevaromieiics opme BJIKH nedunure 21-rugpoxcunassl 1o 75-80%
CIIy4aeB MPUXOJUTCS Ha JIOJIIO CONBTEPSIONICH (OpMBI, KOTOpasi HAYWHAET MPO-
SIBJISITHCS] KIIMHUYECKU TTOBTOPHBIMU CPBITUBAHUSIMU, TIEPEXOISAIIMMHU B HEYKPO-
THMYIO PBOTY, PEOCHOK TepecTaeT HabupaTh BEC, M MOSBISIFOTCS MPU3HAKU K-
CHKO3a, Pa3BUBACTCS THUNEPKAIMEMUS] U TUIIOHATPUEMHUSI, TIPUBOJISAIINE K HAPY-
HICHUSIM CEPACYHOr0 PUTMA BIUIOTh JI0 OCTAaHOBKH cepaua. [Ipu oTrcyTcTBum Te-
panuu AeTH MOTHOA0T B pAaHHEM BO3PACTE OT COJIbTEPSIONIECTO KpH3a.
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[Ipu npoctoii BupunbHOU (opme 3a00seBaHus Yy peOCHKa HAOI0aeTCs
BBICOKAsi CKOPOCTh POCTA U Ype3MEpPHasi MpOrpeccust KOCTHOrO Bo3pacTa, B 3—4
rojia MOSIBJISIETCS TOJOBOE OBOJIOCEHHME. BrociencTBuu M30BITOK aHAPOTEHOB
IMPUBOJUT K PaHHEMY 3aKPBITHIO 30H POCTa U HU3KOPOCIOCTU MAIIMEHTOB. Y Ma-
LMEHTOB 000€Tr0 1M0JIa pa3BUBAETCA 3aJI€PKKa HCTUHHOIO MOJIOBOTO CO3PEBAHUS
BCJICJICTBUE MOJABJICHHS HAANOYEYHUKOBBIMU aHIAPOr€HAMHU CEKpPELUU TOHAJl0-
TPONMHOB B rumno¢use (OTCYTCTBUE YBEIUYEHUS MOJIOYHBIX JKeJe3 y JEBOYEK,
NOoMyOepTaTHBIA pa3Mep SIMYEK Y MaJbYMKOB MPU BBIPAKEHHOM IOJIOBOM OBO-
JIOCEHUMN ).

Jluazcnocmuka: B Poccun nuarnoctuka nedumura 2 1-rugpokcusnasbl BXO-
JIUT B IPOrpamMMy HeOHAaTaIbHOro ckpuHuHra ¢ 2006 r. Onpenensercss ypoBEHb
1 7-rrapokcunporecTepoHa B BBICYIIEHHOM IISITHE KpoBU. sl yTOUHEHUS Aua-
THO3a UCIIOJIb3YETCA MOJIEKYJIIPHO-TeHETHYECKUW aHanu3 rena CYP21A2.

Ilamozenemuueckan mepanusa kKnaccuueckux @opm aepunura 21-
T'MJIPOKCHUJIA3bl OCHOBAHA HA HAa3HAYEHUH TIIOKOKOPTUKOUIOB (TUAPOKOPTU30H )
1oj, KOHTpoJieM 30H pocta. [Ipu conbrepsromnieit hopme (B TOM YHCIE MpU CyO-
KJIMHUYECKOM JIe(hULIUTE MUHEPATIOKOPTUKOUIOB, MPOSBIIIOIIEMCS TTOBBIIICHHU-
€M YpOBHSA pEHMHA IJla3Mbl) Ha3HAYAETCAd Tepanus MHHEPaJOKOPTUKOUIAMHU
(pyapokopTuzon). Ilpyu HempaBUILHOM CTPOEHUU HAPYXKHBIX T€HUTAIHNA MPO-

BOJIUTCSL XUPYPTrUUECKas IJIACTUKA.

HEJOCTATOYHOCTb BUOTUHHUIA3BI

HenoctatouHocTh OMOTHHMIA3BI SBISETCS ayTOCOMHO-PEIIECCUBHBIM 3a-
OoJieBaHUEM, 00YCIIOBJICHHBIM MAaTOTCHHBIMU BapHaHTAMH T'€HA, KOJIUPYIOLIETO
dbepmenT Ouotunnaazy. Yacrora cocrapiset 1:40 000 HOBOPOKICHHBIX.

JTHonAaToreHe3: reH OumotuHHMnassl BTD pacmoyiokeH Ha XPOMOCOME
3p25. Haubonee pacnpocTpaHEHHBIMU TATOTCHHBIMU BapHaHTaAMU SIBJISIIOTCS

(G98d7i3 (menenwmst 7 map OCHOBAaHHM C OJJHOBPEMEHHOUW BCTaBKOW 3 Tap OCHO-
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BaHHWI B 9K30HE 2, YTO MPUBOJUT K CABHUTY paMKku cuuThiBaHus) U R538C (3a-
MEHa apTUHHMHA Ha MUCcTerH). Beero n3BectHo okoso 150 myrtanuit B rene BTD,
MPUBOJISIINX K CHIDKCHHIO WJIM OTCYTCTBHIO aKTUBHOCTH (DEpMEHTa, B pe3yJib-
TaTe 4Yero Hapymaercs QYHKIuUsS BceX OHMOTHH3ABUCUMBIX KapOOKCHUIa3
(Puc. 18).

Hapymenne cunresa ronokapOokcuia3 MpUBOIUT K HAKOIIJICHHUIO UX CYO-
CTpPaTOB, OKA3bIBAET TOKCUYECKOE JACHCTBHE HA LIEHTPAIBHYIO HEPBHYIO CHCTE-
My, BBI3bIBACT META0OJIMUYECKUN aIiI03 M BTOPUYHYIO THIEPAMMOHHUEMHUIO.
HaxonneHnune opraHnuecKkux KHUCJIOT MPUBOJIUT K HEMPOCEHCOPHOW TYTOYXOCTH.

HapymeHHe CHUHTC3a JKUPHBIX KHCIIOT COIIPOBOXIACTCA anoneuneﬁ U KOXKHOU

CBITIBIO.
oS : v N7a
- @ ‘> [ 2 .:
- e
Oweta \' MukpobroTa
( BuotnHupasa ) AT
buoTuH
Hl s~ 'u\OH
Tuaun M CuHTeTaza
L'.“Kﬂ . ronokapboKcnnas
BuounTUH ' 6
N-6uoTUHWUN-L-NN3nH MOTUHA
FonokapGokcunasbl Anokap6okcunasel ™N
(nupyeaTkap6oxcunasa, (nupyearkapGokcnnasa,
auetun-KoA-kapbukcunasa, AeTurT oA Kapbitunase,
nponuonnn-KoA-kap6okcunasa,
nponnoHun-KoA-kap6okcunasa, B-MeTUAKPOTOHNA-KOA-
B-meTunkpoToHWUN-KoA-kapGokcunaza) kapbokcunaza) /

IniokoHeoreHez CUHTE3 XMUPHBIX KUCNOT Katabonnsm aMMHOKUCNOT

Puc. 18. [{uxn OuortuHa.

KiauHu4veckue nposiBjaeHus: B OOJIbIIMHCTBE ciiydaeB JleOroT 3a0omneBa-
HUs HaOoJaeTcs B Bo3pacte 3—6 MECSIEB, pexe B NEPBYIO HEJEINIO KU3HU WU
B TIOJJPOCTKOBOM U B3pOCJIOM Bo3pacte. KIIMHUYecKne CHMIITOMBI pPa3BHBAIOTCS
pu ray0oKoN HepocTaTouHOCTH OmotuHuaassl (MeHee 10% ot HOopMmbl). Boms-

IIMHCTBO OOJILHBIX MMEIOT COYETAaHHBIE HEBPOJIOTUYCCKUEC IIPOABJICHUA, BKIIIO-
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yasi CyJIOpOTH, SMUIIETICUIO Y MBIIIEYHYIO TUIIOTOHUIO, U KOKHBIE MPOSIBICHMUS,
BKJIIOYAsi ce00Opero, aTOMMYECKUN JIepMaTUT, ajoNeli0 U KOHbIOHKTUBUTHI. B
psijie ciaydaeB MaHH(PECTUPYET 3a€PKKON TICUXOMOTOPHOTO Pa3BUTHSL.

[Ipu mo3aHeM 1ebroTe OTMEYArOTCs MbIIIEYHAs ClIa00CTh MM CHAcTUYe-
CKH€ Tape3bl U 3pUTENbHbIE HAPYLIEHUS, BKIIOUasl CHUKEHUE 3PEHHS], CKOTOMBI
U aTpo(uI0 3pUTENHLHOTO HEpBa. Y MAlMEHTOB C YACTUYHOW HEIOCTATOYHOCTHIO
ouotunugassl (10% — 30%) 3a0oneBaHre MOXKET MPOTEKATh O0ECCUMIITOMHO,
OJIHAKO B NEPHOJbl MHTEPKYPPEHTHBIX 3a00JI€BaHUM, JIMXOPAIKH WU TOJI0Ja-
HUS Pa3BUBAIOTCS CUMIITOMBI, CXOJIHbIE C TMPOSIBICHHUSAMHU TIIyOOKOM HemocTa-
TOYHOCTH. Y YacTH B3POCJIbIX C ONTHUECKON W/uiu nepudepuueckoi Helpora-
TUEW, YaCTO OMMOOYHO JUATHOCTUPYEMOM KaK PACCESTHHBIM CKIIEPO3, BBISBIIA-
eTcst Tiy0oKasi HeJOCTaTOYHOCTh OMOTHHMIa3bl. BO3MOXKHOCTD HaNMuus MO3.1-
Hel (hOpMBI HEJOCTATOYHOCTA OMOTHHHIA3bI CIEAYET YUUTHIBATH Y MAIUEHTOB C
MHUEJIONATUEN ¢ moTepen 3peHust uiu 0e3 He€, 0COOEHHO MPU OTCYTCTBUU d(]-
dbekTa OT TOPMOHAJILHOM TEpaINH.

JluarHocTuka: 3a00JieBaHUE BKJIIOYEHO B NPOrpamMMmy pacUIMpEHHOIrO
HEOHATAJIBHOTO CKPUHUHTA C OMpENeNIeHHEeM aKTUBHOCTH OMOTHHH]IAa3bl B BbI-
CYILIEHHBIX MATHAX KPOBU (HOPMOI cuMTaeTcs aKTUBHOCThH (pepmeHTa Oosiee 65
En). [IpoBonat aHanu3 OpraHMYeCKUX KHCIOT MOYH, ONPEACICHHE aKTUBHOCTH
OMOTHHM/1a3bl B CBIBOPOTKE KPOBU U MOJIEKYJIIPHO-T€HETUYECKOE UCCIIeI0BAaHUE
reHa BTD c nenbro BbIBICHNS TATOT€HHBIX BAPUAHTOB.

HuddepennmanbHy0 TUarHOCTUKY MPOBOAST C MEHUHTUTOM, TEPBHUY-
HBIMH HMMYHOJE(MUIIUTAMH, DHTEPOINATUYECKUM aKpOIAEPMATUTOM, ceOOopei-
HBbIM JIEPMATUTOM, MHENONATuen, aTpodueil 3puTesIbHOro0 HepBa, MH(AHTUIIb-
HBIMH CTla3MaMHU U 3a00JI€BaHUSMH CIIEKTPA ONTUKOHEHPOMHUEIINTA.

IlaToreHeruyeckasi Tepanusi: HazHadaeTcs OMOTUH B jg03¢ 5-30 mr B
CYTKU JJIUTEILHO W TPOBOAMUTCS CHUMITOMATHYECKasl Teparusi BbISIBIECHHBIX

HapyILICHUH.
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HEJOCTATOYHOCTb CUHTETA3bI 'OJIOKAPBOKCHUJIA3

HenocraTtoyHocTh CHHTETAa3bl roJoKapooKcuiIa3 (6buoTHH-
YyBCTBHUTEJIbHAS MHOXKECTBEHHAs KapOOKCHIIa3Has HEJOCTAaTOYHOCTh) — pe/l-
KO€ HACJICJICTBEHHOE 3a00JIeBaHNE U3 TPYIIBI OPTaHUYECKUX aIlUypUil, BOSHH-
Karoliee B pe3ybTaTe CHIDKCHHS aKTUBHOCTH ()epMEHTa CHHTETa3bl TOJIOKAp-
OOKCHJIa3 W XapaKTEPHU3YIOIIeeCs META0OJIUYECKUM aIliI030M, COHJIUBOCTHIO,
MBIIIEYHOW TUIIOTOHUEH, SMUWJICNITUYECKUMH MPUCTYIIAMUA U AepMaTtuTom. Ya-
croTa 3aboneBanus coctapisieT 1:200 000 KUBBIX HOBOPOKICHHBIX.

OTHonaToreHe3: 3a00JeBaHNE Pa3BUBACTCS BCJICACTBUE MYTAIlMil B I'eHE
MUTOXOHJPHAIBHOTO (hepMeHTa CUHTETa3bl rojokapookcunaz HLCS (21q22.1).
CuHTeTaza rojokapOOKCHIa3 KOBAJIGHTHO CBS3BIBACT OMOTHH C HEAKTHMBHBIMU
anokapOOKCcHIIa3aMu, TPUBOJS K MX aKTUBalMU. B pe3ynbrare HEIOCTaTOYHO-
CTH CHUHTETa3bl rOJIOKapOOKCHUIIa3 OTCYTCTBYET aKTUBAIIMS allOKapOOKCHiias3, 4To
MIPUBOJIUT K HAKOIUICHHIO HEHPOTOKCHYHBIX META0OJUTOB U Pa3BUTHIO METa00-
JUYECKOTO0  alKjio3a, TUMOTJIMKEMUH,  HEBPOJIOTMYECKUX  HapyLICHUM
(Cm. puc. 18).

Kiunuveckue NposiBjieHUsl: B OTJIUYUE OT HEJOCTATOUHOCTU OUOTHUHHU-
Ja3bl, XapakTepHa MaHHU(ecTalus B MEPHUOJ HOBOPOKIACHHOCTU (TI€pBHIC THU
WU HEACHH TOCIe POXKIACHHUS), PEKE Ha MEPBOM TOAY >KHU3HH WA B JETCKOM
Bo3pacTe. OTMeUaeTcss 0TKa3 OT €/Ibl, OBTOPHAsl PBOTA, MOBBIIICHHAS COHJIM-
BOCTh WJIM BO30YJIHMMOCTH, MBIIIIEYHAS THUIIOTOHUS M IKCQOJIUATHBHBIN JepMa-
tut. [Ipr OTCyTCTBUM JeUeHUs 3a00JieBaHHE OBICTPO MPOrPECCUPYET, pa3BUBa-
IOTCSl PE3UCTEHTHBIE AMUJICITUYECKUE MPUCTYIIBI, OTEK MO3ra U YTHETEHHE CO-
3HaHUSA 10 KOMBI. YacTo HabmomaeTcs 3ajepKka IMCUXOMOTOPHOrO M (u3ude-
CKOT'O pa3BUTHSI.

JIMarHoCTUKA: B paMKaX HEOHATAIHHOTO CKPUHHHTA B BBICYIICHHOM
MATHE KPOBU ONPENENSAIOT cojaepxkanue uzoBanepunkapuutuHa (C50H). Tect
HE SIBJISIETCSI BBICOKOCIICIIM(UYHBIM, TaK KaK W30BaJICPUIKAPHUTHHA MOXKET TO-

BBIIIATHCS Takke mpu nedumnure omotunuaasel, 3-OH-3-metunrmyrapun-KoA-
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auassel, 3-meTiIKpoToHMI-KoA-kapookcunaszel. [loaTeepkaaronias JuarHocTH-
Ka BKJIIOYAeT AaHAIN3 OpPraHUYECKUX KHUCJIOT, a TakKe MOJIEKYJIIPHO-
reHernueckoe uccinenaoanue rera HLCS. Tlpu momoum MPT/KT romoBHoro
MO3ra BBISBISIOT KOPTUKAJIBHYIO aTPO(UIO, 33AEPHKKY MUEITUHU3ALIUN.

JAu¢ppepeHunanbHasg THATHOCTHKA MPOBOJAUTCA C HEAOCTATOYHOCTHIO
OMOTHHUA3bl, TPOIMMOHOBOM alMIypHEH, HEJOCTAaTOYHOCTBIO NUPYBAT Kap-
Ookcumaspl, 3-MeTHIKpOTO- HUI-KOA-kapOokcunaspl U APYTUMHU allUypUsIMHU,
COMPOBOXKIAIOIMIMMUCS KETOAUUI030M, a TAKXKE HApyLIEHUSMU MHUTOXOHJPH-
aJIBHOrO B-okucieHus, JEHINHO30M, H30BAJIEPUAHOBOM allUypUel, MUTOXOH-
JpUaJbHBIMU 3200JIEBaHUSAMU, 1€OIOTUPYIOLIUMHU C META00IMUECKOTO alua03a,
HapyILIEHUSIMH LIUKJIA MOYEBUHBI, CETICHCOM HOBOPOXKJACHHBIX.

Jleyenue: manueHTaM HEOOXOJIMMO SKCTPEHHOE Ha3HAaueHHE OMOTHHA B
no3e 10—40 mr/cyT (ipu mporpeccupoBaHuM 3a00J€BaHKUS HECMOTPS HA HAYaTOE
Jedenue 103y noBsimaroT 10 60—80 mr/cyt). Takxke Ha3HayaeTCs T€BOKAPHUTUH

H IIPOBOAUTCA KOPPCKIUA METa00INIECKOTO alna03a, r’uIoriIinkKCMHuHn.

TUPO3UHEMUA

Tuposunemus: Tuna 1 npenacrasisieT coO0N HACIEICTBEHHOE ayTOCOMHO-
pelieccuBHOE 3a00JieBaHUEe 0OMEHAa aMHUHOKHCIIOT, OOYCIOBIECHHOE HEI0CTA0YU-
HOCTBIO (hepMeHTa (pymapmareroanerarruapoiasbl. Yactora 3aboneBanus co-
ctaBisieT B cpeaneM oT 1:100 000 go 1:120 000 HOBOpOXKAEHHBIX, OJTHAKO B OT-
JIeTLHBIX PETHOHAX OHA 3HAYMTENILHO BBINIE; HanmpuMmep, B UedeHckoii Pecry6-
nuke — okoJo 1:16 020.

JTHONATOreHe3 TUPO3MHEMUHM TUIA | CBsI3aH C MAaTOreHHBIMU BapHaHTa-
mu reHa FAH, konupytoiiero ¢depMeHT pymapuiiameToarneTaTruapoiasy, KoTo-
pBIii ydacTByeT B MeETa0OJM3ME THUPO3WHA, KaTaTu3upys paciierieHue 4-
dbymapunaneroanerara 10 Gpymapara u areroarerara. ledbunur pepmenra FAH

INPUBOAUT K HAKOINICHHIO TOKCHYHBIX H KaHIOCPOI'CHHBIX MeTa6OJ'II/ITOB, B
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NEPBYIO OYepelb CYKIMHWIALETOHA, OKa3bIBAIOIINX MOBPEKIAOLIEE NECHCTBHE
IPEUMYILECTBEHHO Ha NIEYECHb U IOYKH.
Beigensitor ocmpyro ¢popmy 3aboneBaHus, KOTOpas MaHU(DECTUPYET B
nepBele 2—3 MecsAla KU3HU U XapaKTEPHU3yeTCsl CUMIITOMAaMU TSKEIOW MHTOK-
CUKALIMM ¥ MEYEHOUYHON HEJOCTATOYHOCTH, I€NaTo- U CIJIEHOMETaJIMel, racTpo-
WHTECTHUHAIBHBIMUA PAcCCTPOMCTBAMH, KOAaryJoIlaTUel, TUMOTJINKeMuei, Tyoy-
Jonatuen, a Takke CelupUUecKuM 3aaxoM MOYM, HATOMUHAIOIMM 3alax Ba-
péHoii kamycTsl. KnnmHnueckas kKapTiHa MOXKET MaCKHMPOBAThCA MO CENICUC, LU~
TOMETaJIOBUPYCHBIN WK (heTaNbHbBIN IeNaTT.
Xponuueckasa gpopma 0ObIYHO NEOIOTUPYET MOCIE MEPBOrO roja >KU3HHU.
JUist He€ xapakTepHbI renaTo- U CIJIEHOMETraus, IPOKCUMalbHas TyOyJonarus,
paxuTonogo0HbIE M3MEHEHHUS CKEJeTa, HEBPOJIOTUYECKUE KPHU3bl, CXOJHBIE C
NOp(QUPUUECKUMH, MBIIIEYHAs TUIIOTOHUS, TUIEPTpOPUUEcKas KapAHOMHUOIIA-
THS, TUIIEPIUTMEHTALMS KOXH, KOAryJonaTus 1 TPOMOOUMTONECHUS; TP ITOM
BBIPAKEHHOCTh LIUTOJIN3a MOKET ObITh MUHUMAJIbHOM.
Knunuueckue nposaenenus BKIOYAIOT:
® 1NeUEHOYHbIE OCNOJICHEHUSL — OCTPYIO IEYEHOUHYIO HEAOCTATOYHOCTD, IIUPPO3
Y TEMATOLEIUIIOJIIPHYIO KAPLUHOMY;

® HegporocuYecKue CUMIMOMbl — SMHU30]1bl NepupepruuecKoil HEBPONaTUH U
BBIPAKEHHBIE BETETAaTUBHBIE PEAKIUHU, KOTOpbIE Y JETEH paHHEro BO3pacTa
MOTYT OIIMOOYHO TPAKTOBATHCS KaK OMUCTOTOHYC, MEHHUHTU3M WJIM TOHUYE-
CKHE CYAOpOTH;

® noueunvle HapyuieHus — BTOPUUYHBIA cuHApoM PaHKoHU U Tunodocharemu-
YECKUU PaxuT;

® CcKelemHble U3MeHeHus — MATOJOTUYECKUE NIEPEIOMBI, OCTEOIIEHUIO U PaXH-
TOTNO00HbIE e OopMaIIUH.

JIMarHOCTHKA: B paMKaxX HEOHATaJbHOTO CKPUHHHIA BBISBIIAECTCS IOBBI-
[IEHUE CYKIMHUJIAneToHa (0ojiee 2 MKMOJIb/J) B BBICYIIEHHOM IISITHE KPOBHU.
[ToaTBepkeHNE AMArHO3a OCHOBAHO HAa BBISIBICHUM IOBBIIIEHHOTO YPOBHS

CYKOMHWJIAOCTOHA B MOYC N IIPOBCACHHUU MOJICKYJIAPHO-TCHCTHUYCCKOTO HUCCJIC-
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noBaHusi. B KkpoBu Takke OTMeYaeTcsi TIOBBIIIEHHE YpPOBHS  albda-
¢deTonpoTerHa u TUPO3UHA.

Jleuenne BKIIIOYaeT Ha3HAaYEHUE HUTU3UHOHA, OJOKHPYIOLIEro oOpa3oBa-
HHUE TOKCUYHBIX METabO0JIMTOB, B COUETAHUH C HU3KOOEGIKOBOM AUETON U CIEIH-
aIM3MPOBAaHHBIMU aMUHOKHCIIOTHBIMU CMECSIMH, HE COJEpPXKAIIUMHU THPO3UH U
dbenmnananud. Pannee BhisgBIeHHE 3a00JIeBaHUSA U CBOEBPEMEHHOE Hayalo Ma-
TOTEHETUYECKON Tepamnuu CYIIECTBEHHO CHM)KAIOT PHUCK Pa3BUTHs TemaTole-

HIOJISIpHOﬁ KapInuHOMBI U H€O6XOI[I/IMOCTI/I TpaHCINIaHTalluK IICYCHH.

JEUIINHO3

JleiiuuHO3 niau 00JIe3Hb «KJIEHOBOI0 CHPOIA» — HACJIEICTBEHHOE 3a-
OoJeBaHrEe U3 TPYNIBl AMUHOALUIOTATHI, 00yCIOBICHHOE NePUITUTOM JIeTH -
pOTreHa3bl KETOKUCIOT C Pa3BETBICHHOM IIEMbIO, MTPUBOSIIMM K HAPYIICHUIO
MeTabosiM3Ma aMUHOKUCIIOT JIeHIIMHA, W30JieHIMHa U BaiinHa. Yactota cpeau
HOBOpOkJIeHHBIX 1:185 000. Tun HacmenqoBaHUs ayTOCOMHO-PELECCUBHBIM.

Amuonamozenes 3a0051eBaHUs 00YCIOBIEH MyTallUIMH T'€HOB, KOJIUPY-
IOIUX CYOBEIMHUIIBI KOMIUIEKCA JAETUIPOTeHa3bl 0-KETOKUCIIOT C pa3BETBIEH-
Hoit nenbto: Ela (BCKDHA, 19q13.1—q13.2), E1B (BCKDHB, 6p22—p21), E2
(DBT, 1p31) u E3 (DLD, 7q31—q32). lepekt KOMIUIEKCa HapylIaeT OKUCIU-
TeJIbHOE JeKapOOKCUIUPOBAHHUE JICUIIMHA, W30JIEHIIMHA W BaJIMHA, BBI3BIBAS
HAKOIUICHUE 3TUX AMUHOKHCIIOT U COOTBETCTBYIOIINX O-KETOKHUCIIOT. JIFOYEBYIO
HEUPOTOKCUYHOCTHh OOYCJIOBIMBAET M3OBITOK JICUIIMHA, MOJABJISIONIUNA TpaHC-
MOpT TUPO3WHA, TpUNTO(PaHa U IPYruX HE3aMEHHMBIX aMUHOKHCIIOT 4Yepe3 Te-
MaTodHIIepaTUIeCKuil 0aphep, YTO OIPAHUYMBAECT CHHTE3 KaTEXOJIAMUHOB, Ce-
poToHuHa M OeNKOB B Mo3re. MeTaboinueckue HapyIIeHHUs] COMPOBOXKIAIOTCS
KETOaIMI030M, TUIIOHATPUEMUEH, OTEKOM U aTpodueit Mo3ra, BTOpUYHOM THIIe-
paMMOHHMEMUEH, HapYyIICHUEM TJIFOKOHEOTeHe3a C THUIIOTVIMKEMHEH, a TaKkxke
TUCPYHKIIMEH MUTOXOHAPUAIBHOW JbIXaTEeIbHOW 1€MW W OKUCIUTEIHHOTO
dbochopunupoBaHus.
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B 3aBucumocTH 0T Bo3pacTa MaHu(pecTaluu, TSHKECTH CUMITOMOB U 4yB-
CTBUTEIBLHOCTH K JICUCHUIO THAMHUHOM BBIJICISIOT CleAyIolre GOpMBbI:

Knaccuueckaa gpopma (nanbosnee yacras) 1e0I0TUPYeT HA TIEPBOM HeTe-
Jie KU3HHU TeHEePaTU30BAaHHBIMHU CyIOpPOTaMH, THUIEPBO30YIUMOCTHIO, OTKa30M
OT €]Ibl, PBOTOM, MBIIIICYHBIM TUTIEPTOHYCOM U 00€3BOKMBAHUEM, BITOCIICICTBHH
CMEHSIOIIMMICS BSIJIOCTBIO, YTHETCHHEM IICHTPAIBHOW HEPBHON CHCTEMBI, KO-
Moil. [losBNsIIOTCS MapajoKcalbHOE JbIXaHUE, CIa0bld MYJbC, THIEPTOHYC
MBI YepeayeTcss C THUINOTOHWEH, XapakTEepPHBI CTEPEOTHITHBIC BYKCHHS
(«pexToBaHue», «e3/1a Ha Bemocunene»). TeueHue TsKeI0e, HEPEAKo 3aKaHYu-
BaeTCs JICTAIBHO B paHHEM JIETCTBE, Yallle BCICACTBUE OTEKAa MO3Tra. Y BBIKHUB-
KX JeTel cTapilie ToJa OTMEUAIOTCs 3aJepkKKa TICUXOMOTOPHOI'O Pa3BUTHS U
MHTEJUICKTYyallbHas HEJOCTATOYHOCTbh, MBIIIEYHAsI CIa00CTh, HAPYIIEHUS CO3HA-
HUS U KOOPJWHAIIMH, aTaKCHs, CYIOPOTH, IICUXUATPUICCKHUE CHUMIITOMBI, aHO-
peKcHsi, pBOTa, OOJIM B SIUTACTPHUH, SPUTEMATO3HBIC BBICHITIAHUS W YaCThIC WH-
(deKIr; BO3MOKHBI TeaTOMETalnus U Me4yéHOoYHasi HeIOCTaTOYHOCTh. MeTabo-
JTUYECKUE JTEKOMIICHCAIIMN TTPOBOIUPYIOTCS JTMXOPAAKOH, HHPEKIHIMU, (pr3u-
YECKOM Harpy3Kou, TpaBMOM UJIM XUPYPTUUYECKUMHU BMEIIATEILCTBAMH.

Humepmummupyrowas ¢popma (BTopas 1mo 4acTore) OoTinyaercs Oosiee
nerkum teueHueM. Jlo 1-2 nmert pazBuTHe OOBIYHO COOTBETCTBYET BO3PACTY, Me-
Ta0OJIMYECKUE KPU3bl BO3HHUKAIOT MPU HHTEPKYPPEHTHHIX 3a00JEBAHUSX WIIH
MOCJI€ BBICOKOOEIIKOBOM JTUETHI M MPOSIBISIOTCS HAPYIICHUEM CO3HAHMsI, aTak-
CHUEU U CyJOpOraMH.

Ilpomesicymounan gpopma xapaxtepusyercsi TPyJAHOCTSIMUA BCKapMIIMBa-
HUS, 3aJICPKKON (PU3HUECKOTO U TCHUXOMOTOPHOTO Pa3BUTHS, WHTEIUICKTYalIb-
HOM HEIOCTATOYHOCTHIO, CYJIOPOTAMU U JPYTUMHU HEBPOJIOTMUECKUMH Hapyllle-
HUSIMH.

Tuamun-3aeucumasn ¢popma OOLIYHO MaHUPECTUPYET B HEOHATAIBHOM
MepHOJIe U KIMHUYECKH CXOJHA C MHTEPMUTTUPYIOMICH; OTIMYHUTEIIbHAS OCO-
OCHHOCTh — perpecc CUMIITOMOB MPU HA3HAYCHWH BBICOKWX J103 BUTaMHHA Bl

Ha (hoHEe orpaHYeHHsI OeTKa B pallioHe.
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/luaznocmuka: HEOHATAIBHBIM CKPUHUHT OCHOBAH Ha OIPEIECICHUN aMU-
HOKHUCJIOT B 00pa3le BBICYHICHHOW KPOBH (KIMHHUYECKH 3HAYMMO IOBBIIICHUE
KOHIeHTparuu Jneitimaa >380 mxM/m). TloaTBepkaeHue Auar€Ho3a MPOBOJSAT
ONpEIECIICHNEM aMUHOKHUCIOT KPOBU M OPraHUYECKUX KHCIOT MOYH. MoOJeKy-
JSIPHO-TEHETUYECKOE MOATBEPKJICHNE BKIIIOYAET aHAJIU3 KOAUPYIOIIUX W IpH-
Jieralolux MHTPOHHBIX oOnacteid renoB BCKDHA, BCKDHB, DBT w DLD
NGS merogamu.

Ilamozenemuueckoe nevenue: CTporas ITUETOTEPANUAS C OTPAHUUCHHEM
Oenka W KoMIeHcaluen ero AeduiuTa CrelHaIu3upOBAHHBIMUA CMECSIMU aMU-
HOKHUCIIOT 0€3 JIeWIMHA, U30JICUIIMHA U BajlnuHa. MeIMKaMEeHTO3HO MPUMEHSIOT
JIEBOKApPHUTUH U TUAMUH (IIPU THAMHH-4YBCTBUTENIbHOU (popme). [Ipu metado-
JUYECKOM KpHU3€ MOKa3aHa 3KCTPEHHAas TOCHUTAIM3alUs B OTIACICHUE HHTEH-
CUBHOH Tepaluy; JIeUeHUE HAIpaBJIeHO Ha MpeKpaleHue o0pa3oBaHus TOKCHUY-

HBIX META0OJIMTOB U BX BBIBCACHUC U3 OpraHu3Ma.

ITPOIIMOHOBASA AHUJAEMMU A

IIponuonoBasi anuaemMust (anuaypusi) — HACIEJICTBEHHOE ayTOCOMHO-
perieccuBHOEe 3a00jeBaHue, OOyCIOBICHHOE MyTanusamu B reHax PCCA wnu
PCCB, kortopble npuBoAsaT K aepuuuty nponuoHwi-KoA-kapOokcunaszsl u
HAKOIJICHUIO B OPraHU3ME TOKCHYHBIX MPOIYKTOB OOMEHA, BBI3BIBAIOLIUX pa3-
BUTHE MeTaboaIndecKoro anuao3a. Yacrora 3adoneBanust B EBpone u CeBepHoii
Awmepuke coctabisieT B cpeaHeMm 1 ciydait Ha 300 000 HOBOpPOXIEHHBIX, Ha
bmumxuem Boctoke n B CeBepHoit Adpuku — 1 ciydqait Ha 24 000 HOBOPOXK-
JeHHBIX (HauOosiee BbICOKasi yacToTa orMmeudaerca B CaymoBckoil ApaBum —
okosio 1:12 000).

JdTHonaroreHe3 3a0ojieBaHUsl CBSi3aH C¢ MyTauusiMu B TeHax PCCA
(13g32) u PCCB (3921-q22), xomupyroIMX COOTBETCTBEHHO o- U [-

cyOBeauHuIsl mponuoHmI-KoA-kapOokcunasel — GepMeHTa, KaTaau3upyrore-

79



ro mnpespauieHue nponuoHmwi-KoA B MerunmanoHui-KoA. Ilponumonun-KoA
oOpa3zyeTcst B pe3yJibTare KaTaboau3Ma BalMHa, U30JICUIIMHA, TPEOHNHA, METHO-
HUHA, )KUPHBIX KUCJIOT C HEUETHBIM YUCJIOM aTOMOB yTJIepoja U XO0JIECTepUHA, a
TaKXe B Mpolecce aHadpoOHOU (pepMEeHTAIMH YTIEBOJOB KHUIIEUYHONW MHKPO-
¢baopoit (Puc. 19). Myrarnuu B renax PCCA nnn PCCB npuBOIAT K CHIKEHUIO
aKTUBHOCTU (PEPMEHTA, YTO BBI3BIBACT HAKOIUJICHUE TPOMUOHUI-KOA 1 ero Tok-
CUYHBIX META0O0JUTOB (IIPOMUOHOBOUN KUCIOTHI, 3-TUAPOKCUIIPONTUOHOBON KHUC-
JIOThI, TPOMMOHWIKAPHUTHUHA, TPONMUOHWITIUIMHA U 2-METUJUIMMOHHOM KHUCJIO-
ThI), KOTOpPbIE OKa3bIBAIOT MOBpPEXKAAIONIEE NEHCTBUE PA3IMYHbIE OPTaHbl U TKa-

HH, B ocooennoctr [IHC u reuens.

nPEAI.UECTBEHHHKH nponMoHaToOB B OpraHMamMme

AMHHOKHMCNOTDI Hupbi Yrnesopgbl, epMeHTHpPYyEMble
(50%) (25%) MUKPOGhIOpPON KULLEYHHKA
L, 25%
L Banu YKUpHble KucnoTbl ( .-)
b Wsoneityun C HEYETHDIM et
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o ‘ npOﬂHOHH.ﬂ'KOA ‘ »  MponuonnArAMUMH
{ 3 7 T  [lponMoHoBaA KMCROTa
e . Mponuonun-KoA- S, 3-THAPOKCMNPONMOHOBAA KHCAOTA
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MyTasza NADH o),
| Cykummar |
Butamun B12 | e 4

. CykuuHun-KoA

Al ATo

Puc. 19. OtronaroreHe3 NponMOHOBOW alMIEMUM.

Knuaudecku 3aboseBaHre MOXeT MaHU(]ECTUpPOBaTh B JI0OOOM BO3pacTe

KaK B BHJIC SIIH30/I0B OCTPOH METa0OIMYECKOM JICKOMIICHCAINH, TaK U B opme
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XPOHUYECKH MPOrPECCUPYIOUIETO Mpolecca. Pa3BUTHIO MeTad0IM4YecKoro
KpH3a MOTYT CII0COOCTBOBATh U30BITOYHOE MOTPEOICHNE OSITKOBOM MUIIH, K-
TEJIbHOE TOJIOIAHNE, NH(PEKIIMOHHbBIE 3a00JIeBaHMsI, ONIEpaTUBHbBIC BMELIATEIb-
CTBa, (u3HUecKasi WM dMOLMOHAIbHAS nieperpy3ka. OCHOBHBIMU CUMIITOMaMU
ABJIAIOTCS PBOTA, JErUApaTalus, OTKa3 OT MHUILH, IOTEPS] MacChl Tea, TUIoTep-
MUs1, MBIIIEYHAs TUIOTOHUSA, YTHETEHUE CO3HAHUS BIUIOTH A0 KOMAaTO3HOIO CO-
CTOSIHUSA, CYJOPOTH.

[Ipy OTCYTCTBMM CBOEBPEMEHHOW Tepanmuu pa3BUBAETCS MOJUOpPraHHas
HEJIOCTaTOYHOCTh M CTPEMUTEIBHOE YXYAUIEHUE COCTOSHUS MAlMEHTa BIUIOTH
710 JIeTajgbHOro ucxona. Jius XxpoHndyeckoil (POpMbI U CIIy4aeB ¢ MO31HENH MaHH-
(decranueil XapaKTepHbI 33J€pKKa ICUXOMOTOPHOTO Pa3BUTHS, KapAHOMHUONA-

THS, U, B OTJICTBHBIX CIy4yasix — HapyuieHue ¢pyHkuuu novek (Puc. 20).

CvMnTOMBI B Nepyog 060CcTpeHns XpoHryecKkue CHMNTOMbI
HepeHas cuctema: ey e HepsHas cuctema:

s ocTpad aHUedanonaTua o ) e 3aAep’KKa paseuTUA

® cygoporu W _‘*’ e cyagoporu

® T[UNOTOHWA 3 ._gﬁ ® HapylleHWa KoopauHauun ABUXEHWUIA

® HapylleHWs KOOpauHauum ® [WCTOHWA
ABVIKEHNI ; ® OlTUYECKaA HEAponaTna

s UHCYNbTONOLOBHbIM ® HENPOCEHCOPHanA TYroyXxocTb
anuson

Cep,qeuno-cocy,qucraﬂ CHCTeMa:
® OCTpafd cepfedHan
HEOQOCTATOYHOCTL

& apuTmMua

CepaeyHo-cocyaucTas cucTeMa:
e KapauomuonaTvs
e yanvHeHune nHtepeanaQTc

M esapuTenpHad cHcTeMa:
® pBOTA
® 0TKa3 oT efjbl

MnieeapuTeNbHasa CUCTEMA:
e [OBTOPAKLLMECH SNN30AbI PBOTHI
W KeToaumuaosa
® [aHKpeaTuTt
® [enatomeranua

KpoBeTBopHas cuctema:
® HeWTporneHus
® MaHuMTONEeHuA

KposeTBOpHaa cHcTeMa:
® HeWuTponeHus
e NaHUUTONEeHMs

Puc. 20. CumMnToMbl IPOITMOHOBOM allUIEMHUH.

JlmarHocTuka 3a00JicBaHMS OCHOBaHA Ha pe3yJibTaTaX HEOHATAIHLHOIO

CKPpHHHHI'A: BbIABJIICTCA IIOBBIMICHHC KOHLCHTPALMM IIPOIIHMOHUIKAPHHUTHHA
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(C3), camxenue ypoBHs cBoOoHOr0 KapHuTrHHA (CO), yBeIWUeHHEe COOTHOIIIE-
Huii C3/CO u C3/C2 B BBICYIICHHOM ISITHE KpOBU. JJIsI TIOATBEPXKIACHUS JHa-
THO3a OMNPENEISIOT KOHLEHTPAUWH IPONUOHOBOM, 3-THAPOKCHUIPOIHMOHOBOM,
METWJIMAJIOHOBOM, 3-TMAPOKCU-N-BAaJIEPUAHOBOM M METHUJUIMMOHHOW KHUCJIOT B
Moue. OKoHYaTeTbHOE MOATBEPKACHUE OCHOBBIBAECTCSI HA BBISIBJICHUU MATOI€H-
HbIX BapuaHToB B reHax PCCA u PCCB. JIoNOJHUTENBHO MPOBOAST OO
aHaIu3 KpOBU (1S BBISIBJICHUS TAHIIUTONICHUH ), OMOXUMHUYECKUE UCCIICTOBAHUS
C OIIEHKOW cTeneHu MeTabonamdeckoro anmumosa (pH, ypoBeHb aMMOHUS, JTaKTa-
Ta, KeTOHOBBIX Ten). [Ipn HeoOxonumocTu BeimoaHsA0T MPT rojoBHoro mosra,
ANEKTPO- U dXOKapauorpaduto (sl TUarHOCTUKU KapJUOMHOIIATUH ), JIEKTPO-
sHuedanorpaduio Ipu Cyg0poKHOM cuHapome, Y 3U nodek, a TakKe KOHCYJIb-
Taluu oPTaIBMOJIOTa U OTOPUHOJIAPUHIOJIOTA C IIEJIbI0 OIEHKH MOPAKEHUS Op-
raHOB 3PEHUS U CIIyXa.

Jleyenune HampaBiIeHO Ha CHH)KEHHE OOpa30BaHUS TOKCUMYECKUX METa0o-
JUTOB ¥ MPO(PUIAKTUKY MOPAXKEHUSI TOJIOBHOTO MO3ra U BHYTPEHHHUX OPTaHOB.
Hcnonb3yroT [ueToTepanuio ¢ orpaHudeHueM Oelika U Ha3HAYCHUEM CIieIuaiu-
3UPOBAHHBIX CMECEH, HE COJAEPKAIINX W30JICUIIMH, BaJIUH, TPEOHHUH U METHO-
HUH; TaKK€ OrPAHUYMBAIOT MOCTYIJICHUE KUPHBIX KUCIOT C HEYETHBIM YHCIIOM
aTOMOB yrJiepofa U xosiecTepuHa. JJisi MOBBIIICHUSI BBIBEJACHUS TOKCUUYECKUX
OpPraHUYECKUX KUCIOT U KOPPEKIUU MedUINTa KapHUTHHA MPUMEHSIOT Tperna-
paThl JeBOKapHUTHHA. [[s MojaBiieHHs] MPOAYLUPOBAHMS TMPOMUOHATOB KH-
[IEYHON MUKPOOMOTOMN MCIIONB3yeTCs aHTHOaKTepuanbHas Tepanus. [Ipu pa3su-
THUU METa0O0JIMYECKOTO Kpr3a MPOBOAUTCS HHTCHCUBHAS TE€paIusi, HalpaBiIeHHAS
Ha BBIBEJICHUE OPTraHUYECKUX KHUCJIOT, KOPPEKIHIO alli/103a, TUIIEPAMMOHUEMUH
1 BOJTHO-DJICKTPOJIMTHBIX HAPYIIEHUN, 00CCTICUCHHE YHEPTETUICCKOMN MOIePK-
KM U CHWKEHUE KaTtabonu3Mma. [IpoBoauTcs Takke cUMITOMaTHYECKas Teparius,
Ha3HAYaIOTCS MPOTHUBOSWICITUYECKUE TIpenapaThl U BUTaMUHBL. [Ipu Hanmmuuu

MoKa3aHui PCKOMCHAOBAHA TPAHCINIAHTAIHA IICUCHH HUJIN ITOYCK.
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METU/IMAJIOHOBASA AIIUAEMMUA

MeTwimMaioHOBass anuaeMus (aiuaypusi) — Cpynna HaclaeICTBEHHbBIX
ayTOCOMHO-PEIECCUBHBIX 3a00JIeBaHUM, CBSI3aHHBIX C HapyllleHHeM OOMeHa Me-
TUJIMAJIOHOBOM KUCIOTHI U BUTaMuHa B12 (kobanmamuna). Yactora BcTpeuaeMo-
cTu coctaBisieT B cpeaHeMm 1 ciuywait Ha 48 000—61 000 HOBOPOXKIEHHBIX, B
Poccuiickoit denepanuu, 1Mo JaHHBIM HEOHATAJIBHOTO CKpUHMHra — | ciaydait
Ha 95 000 HOBOPOKICHHBIX.

OTtuonaroreHe3 o0YyCIOBIEH MyTalMsAMHU B pa3iauuHbix reHax (Tabum. 6),
HapylaloMMHA [OpeBpalieHue MeTHIMaIoOHWI-KoA B cykuuHuia-KoA, 4to
MPUBOJUT K HAKOIUICHUIO METUJIMAJIOHOBOW KUCIIOThI, METHILIMTPATOB U TPO-
MAOHUJIKAPHUTHHA.

Tabnuua 6

q)Ole)I MEeTHJIMAJIOHOBOM AllMACMHIH U aCCOINUMPOBAHHBIC I'€HbI

T'en

dopma Benok Ocobennoctu
(J1oKaM3aUA)
MertunmanoHui-
Kitaccuueckas MUT (6p21) KoA-Myrasa B12-pe3ucrentnas

benok A, accomumn-
poBaHHBIN ¢ MeTabo- |B12-uyBcTBUTEIBHAS
JU3MOM KobOaaMuHa
benoxk B, accomuu-

cblB MMAB (12q24)  |poBanHbI ¢ MeTabo- |B12-uyBcTBUTEIBHAS
JU3MOM KoOamaMuHa

MMAA  (4q31.1-

cblA B31.2)

Hepuut metun- Me THIMATOHILT HopmanbHas KoHIIEH-
Manonun-KoA- |MCEE (2p13.3) KoA-simMenasa Tpauus BurtamuHa B12 B
AIUMEPA3bI P I1azMe

Hedunur penern- _ |Odenb pexkas popma;
Topa Tpanckoba- |CD320 (19p13.2) gﬁ;ﬁ;ﬁl ThatcKo HapYIIEHO MOCTYIUICHUE
JJaMHHa B12 B kietky
cblF LMBRDI (6q13) |benoxk LMBRDI1

MMADHC Benoxk D,vaCCOHI/II/I—
cblD (2q23.2) POBaHHBIN ¢ MeTabo- |MeTuiIMaIoHOBas alu-

JU3MOM KoOajlaMHUHA |TypHsi C TOMOLIMCTHHY-
MMACHC benok C,vaccoupm- pueit
cblC POBaHHBIH ¢ MeTa0o-
(1p34.1)
JIU3MOM KoOajlaMHuHa
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DT MeTabOoJMUThl OKAa3bIBAIOT TOKCHYECKOE BO3JEHCTBHE HAa MUTOXOH-
JIpUM U HAPYIIAIOT YHEPreTUYECKUii OOMEH B KJIETKaX, 0COOEHHO HEHpoHax, re-
NaTOLMTAaX U KJIETKaX MPOKCUMaJbHBIX KaHalblleB movyek. Kinaccuueckas gpopma
3a00s1eBaHusl CBsI3aHa C MyTallMsIMU B T€HE, KOJIUPYIOIIeM MeTUIMaIoHUI-KoA -
myTtaszy (Puc. 21); BbIAENAOT ABE Pa3HOBUAHOCTH JAHHOW (POPMBI: C MOJHBIM
(mut0) v vacTUIHBIM (Mut-) OTCYTCTBUEM aKTUBHOCTU (pepMmeHTa. Memuama-
JIOH06AsA auuOypusa ¢ 20MOYUCHMUHYPUell BKIIIOYAET HECKOJIBKO T€HETUYECKU
00yCIIOBJIICHHBIX BapUaHTOB, CPeU KOTOPHIX paznuyaioT Gopmsel cblF, cblD u
cblC, obycnoBnennsie mytauusimu reHoB LMBRDI1, MMADHC w MMACHC
COOTBETCTBEHHO. DTH HaApYyIICHUs 3aTParuBaiOT BHYTPUKIETOYHBIA TPAHCHOPT
1 MeTabosau3M KoOallaMHHa, YTO MPUBOAUT K COUYETaHHOMY JAedeKTy oOMeHa

METHUJIMAJIOHOBOM KHUCJIOTHI U ToMOIOUCTCHUHA.

I'Ipep,mec‘raeuuuku NpoNHOHaTOE B OpraHuame

AMHHOKHCAOTbI Hupor Yrnesopel, hepmeHTHpPYEMblE
cblE (50%) (25%) Munpodmopogxm.ueuunxa
5p1531 i~ Bamu SKUpHbIe KUCNoTbI (25?]

IO e Maoneityun C HEUETHLIM St

! UMCTIOM 8TOMOB B  AENAN

MeTuonuHeunTasa L~ 1PEOHMH yrnepoga @l =~

N

/-TomouucTenH 7—~ i MeTUoHUH XonectepuH i _/
N

f NMponuoHun-KoA |

/’ MponecHRAKAPHATHH
Mponuotun-KoA- | METHNIHMOHHAR KHCNOTa
MetnnxobanamnH KapBoKeunasa
BEMOTHH i MeTHRIMANOHOBAA KHCNOTE
Ademan-Koh
| D-meTunmanoxnn-KoA | —
Unrpar| | Oxcancauerar |
[ " NADH
s NETMHMEHOHM-KDA- 7 \ NAD
cblF R gk SnMepa3a [ Wsounrpar | (faner)
6q13 MCEE o - \\
PN Sk l{ Linkn Kpe6ca ~ Hell
LMERD! L-metunmanonmn-KoA na ;
| a-keTormyTapar | | ymapar |
cblC Metunmanonun-KoA- vﬂ'frﬁ‘/\ / AR
1p34.1

5p21 MyTasa i NADHS FAD
o ~

m\{ﬁ._.fﬂ / Cykuauar |
; i e s

——

MMACHC AnEroINnKOGANEMUH | Cykumnun-KoA Reed
chlh j/

?.('1?3.7
L chiB

12q24

MMADHC chlA
511-q31.2

> MAE
MMAA

Puc. 21. OtuonaroreHes pa3iuuHbIX (HOPM METUIMAJIOHOBOH alliIEMHH.
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KnvHuueckre TMpOSIBICHUS KAACCUUECKOU HEeOHAMAIbHOU opmbl
BKJIIOYAIOT JIEOI0T Ha MEPBOM HEJeNIe KU3HU C pa3BUTUEM TSKEIOro METaboIu-
YECKOro alua03a, pBOThI, 0TKa3a OT MUIIH, JIETUIpaTallii, TUIIOTOHUH, YTHETE-
HUs co3HaHus u cyaopor (Puc. 22).

Mnaoenueckana (ungpanmunvuas) opma TposBISETCS MeTabOIHUC-
CKMMHU KpU3aMHU, KOTOPBIE MPOBOLMPYIOTCS MPUEMOM OOJIBIIOTO KOJIMYECTBA
OeNIKOBOW MUIIU, UHPEKIMSIMH, TOJIOAAHUEM U JIPYTUMU (hakTOpaMu, aKTUBH-
PYIOIIMMH KaTabOIMIeCKUE MPOTIECChl. TSHKECTh COCTOSIHUS OTPESIISETCS Tpe-
MMYIIIECTBEHHO METa00IMYECKUM KETOallM030M, TUIIEpaMMOHUEMHUEN U TUIIO-
IIIMKEMHEN. BrIpakeHHbIE HEBPOJIOTMUYECKHUE PACCTPOMCTBA U CHUKeHHE [Q <
80 HaOMroaeTcs y MOJIOBUHBI MALIMEHTOB ¢ mut() U y 4ETBEPTU MAIMEHTOB C
oehuyumom cblA/chlB.

Ilo30naa (noopocmkosasa u e3pociaas) popma XapaKTEPU3yeTCs pa3BU-
THEM MUKpoliepainu, UHTEIJIEKTYaJbHbIX HapyIIeHUH, (hapMaKkope3uCTECHTHOM

AMUJICTICUH, CTIACTUYECKOT0 TeTpanapesa u Ipyrux nposisienuid (Puc. 22).

OcTpbliit ge6loT XpoHnueckoe TeueHue
HepBHas cuctemMa Trea i e HepeHas cuctema
® HapylleHue TepMoperynsauuu e J £ e MbllleYHas r’MnoToOHWA
® yrHeTeHWe CO3HaHuA OT b 4 ® 33/lepXXKa UHTeNneKTyanbHoro
COHJIMBOCTW 40 KOMbI -y pasBuTKA
®* INUNENTUYECKME NPUCTYNDbI : ® SKCTpanupaMuiHbie HapyleHuA,
® VHCynbTONofo6HbIe ann3opl s OUCTOHWA

‘E‘ ®* 3INMNENTUHECKKME MPUCTYNDI
=
=

Abixarenbras cuctema e aTpOGVA 3pUTENbHBIX HEPBOB
e pecnupaTopHbIil ANCTPECC-CUHAP &
e TUNOBEHTMNALMA | %

e rannlournHauyumM, nCruxosbol
CEMEHHO-CDC}'AHCTQF cHCTeMa
e MeTaboNMUecKnin aumnaos
e OCTpadcepfeyHan

Cep,q eyHo-cocyfgMucTasa cucTemMa
e KapanomuonaTvsa
e yanuHeHue uHTepeanaQT

HEOOCTAaTOYHOCTD Moykn
® aApUTMKA e XpPOHUYeckad noyeuHad
HEOOCTaTO4YHOCTb

ﬂum eBapuTenibHad cucTeMa
e pBOTa
e OTKas oT efpl

Humeaapurenbnan cHCcTeMa
® [OBTOpAKOWMWMECA 3NM304bl PBOTHI
M KeToauunaposa
® JHOpeKCHA
® [laHKpeaTuT
® XpOHWYECKME 3anopbl

KpoBeTtBopHas cHcTemMa . KposeTBOpHas cuctema
® HeWTponeHus ® HeWTponeHus

® MaHuuTONeHns ® raHunToneHuA
e BTOPUYHbIA remodarounTapHbIi
CUHAPOM

Puc. 22. Knuandeckue nposiBieHUs METUIIMAJIOHOBOM allMIEMUH.
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J{MarHOCTHKA OCHOBaHA HA BBISBICHUM B PaMKaX HEOHATaJIbHOTO CKpPH-
HUHTA MOBBIIIEHHOTO YPOBHSA NponuoHwikapHuTHHA (C3), CHIDKEHUS cofiepKa-
Hus cBoboaHoro kapuutuna (C0), a Taxke yBenmuuenus cootHommennii C3/C0O u
C3/C2 B BBICYIIEHHOM IISITHE KPOBHU C MOCIEAYIOIIUM TMOATBEPKICHUEM JUa-
THO3a MYTEM ONPEJCICHUS TOBBINICHHBIX KOHILEHTPAUUM METHIMAIOHOBOM
KUCJIOTBI B MOY€, IUIa3M€ W JUMKBOpE. JlOMOJHUTETBbHO ONMPEAEISIOT YPOBEHB
roMouurcrenia u ButTamuHa B12 B kpoBu s nudpepeHiraibHoN JUarHoCTUKH
KoOanamMuH-3aBUCUMBIX (opM. OKOHYATEIBHOE MOJITBEPKACHUE JHArHo3a Oc-
HOBAaHO Ha MOJICKYJSIPHO-TEHETHYECKOM aHanuze TeHoB MMUT, MMAA,
MMAB, MCEE, CD320, LMBRDI, MMADHC, MMACHC. J1onOJHUTEIbHO
MPOBOASAT OOIMI M OMOXUMUUYECKUN aHAIN3 KPOBU (ISl OIEHKU MeTaboauye-
CKOTO alya03a, TUIIEPAaMMOHUEMUU, YPOBHS JIaKTaTa), HEHPOBU3yaIU3aIIUIO
(MPT ronoBHOro Mo03ra), 3JIeKTpO- U 3xokapauorpaduto, ¥Y3U opranos Oproni-
HOU TMOJIOCTH U MOYEK.

JledeHne OoCHOBaHO Ha JAMETOTEpANUU C OTpaHUYEHUEM OeJKa U MpUMe-
HEHUU CTIEHUAIM3UPOBAHHBIX CMECEH, HE COJEpKAIIUX METUOHWH, BaJUH, U30-
nednuH U TpeoHuH. [Ipu Butamun B12-uyBcTBUTENBHBIX (hOpMax Ha3zHAYAIOT
TUAPOKCOKOOATaMUH BHYTpPUMBIIIeYHOI0 Ha3zHauaroT JI€BOKApHUTHUH J1Jisl BbIBE-
JI€HUSI TOKCUYECKUX METa0O0JIMTOB, a TAKKE METPOHMIA30JI JJIsl CHUKEHUS MPO-
JTYKIIUU TPOMMOHATOB KUIIEUHOH ¢uiopoil. UHTeHCHBHAs Tepanus pu MeTabo-
JUYECKUX KpHU3ax HaIpaBlieHa Ha KOPPEKIHMI0 METa0OJIMYECKOro alujo3a, Tu-
MepaMMOHUEMUHN M BOJIHO-AJICKTPOJIUTHBIX HapyIIeHUH, oOecrieueHne aieKBart-
HOM KaJIOpUMHOCTU MUTAHUS U CHUXKEHUE KaTabonu3ma. B psjae ciydaeB mnpu-
MEHSIETCS TpaHCIUIAHTAllMS TEeYEeHW WM KOMOWHUpPOBAHHAs TpaHCIIaHTAIUS
MEYEHU U MOYEK, YTO MO3BOJISIET JOCTUYh YACTUIHON META00IMYECKOW KOMIICH-

CalliH.
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I''IYTAPOBAS AHUJIEMMUSA

I'myrapoBass anmaemus (auuaypus) Tumna I — HAclIeICTBEHHOE ayTo-
COMHO-pEIeCCUBHOE 3a00yieBaHue, 00yclIoBlIeHHOe MyTanusmMu B rene GCDH,
KogupyromeM rayrapui-KoA-geruaporesasy, NpUBOASIIMMU K HaKOIUICHUIO
TOKCUYHBIX META00IUTOB (TJyTapOBOM KUCIOTHI U 3-THIPOKCUTIIYTApOBOM KHUC-
JIOTHI) ¥ PAa3BUTUIO META0OIMYECKOTO anuao3a u sHuedanonatuu. Yacrora 3a-
OoJsieBaHus B o0uel nomymsinuu coctapisieT 1 ciydait Ha 30 00040 000 HOBO-
POXKJIEHHBIX, C 3HAUYUTEIHHO OOJee BBICOKOW YAaCTOTOM B HEKOTOPBIX ITHHUYE-
ckux rpynnax (Hampumep, y amutieit CIIIA — 1:300).

JTHonaToreHe3 3a0oJieBaHMs CBsA3aH Cc Myrtauusmu B reHe GCDH
(19p13.2), xomupytromem riayrapui-KoA-neruaporeHady — MHUTOXOHJIpUATb-
HBbIM (pepMEHT, KaTanu3upyroIMi npeBpamieHue rinytapuwi-KoA B KpoTOHMII-
KoA B mpouecce merabonm3ma nu3uHa U Tpuntodana. Jlebuuut ¢epmeHta
IIPUBOJNT K HAKOIUICHHIO IIyTapuil-KoA, KOTOpbIA MpeBpamaercs B IilyTapo-
BYIO KMCJIOTY U 3-TUAPOKCHUIITYTapOBYIO KHCIIOTY, OKa3bIBAIOUIUX HEHUPOTOKCH-
yeckoe neiictBue. ['myrapoBas kucinora HakammBaeTcss B [ITHC, BwI3bIBast auc-
(GYHKUHMIO MUTOXOHAPUNA, OKUCTUTENBHBIA CTPECC, HAPYIIEHUE YHEPreTUUECKO-
ro oOMeHa U JIereHepaluio cTpuaTyma (1oJiocaToro Tesa).

Kannuveckas manudgecraums 3a06071€BaHMs Yalle BCETO MPOUCXOIUT B
BO3pacTe 6—18 mecsieB B MepHoJl aKTUBHOTO POCTa M KaTaboJM3Ma MPU OCTPOM
MeTaboIMYeCKOM KpHU3KCe, MPOBOIMPYEMOM HH(EKIUSAMH, BaKLUMWHALUEH, Xu-
PYPTUYECKMMHU BMEIIATEIbCTBAMU MM O€IKOoBOM meperpy3koil. OcCHOBHbIE
CUMIITOMBI BKJIIOYAIOT OCTPYIO 3HIIE(PANONaTuiO ¢ PBOTOM, COHJIMBOCTHIO, pa3-
JIPAKUTEIBHOCTBIO, JUCTOHHMEN, XOpPE0aTETO30M, CYIJOpOraMH, PHUTHUIHOCTHIO
MBIIIIL] U 3MU30JlaMUA OCTPOM JABYCTOPOHHEH CUMMETPUYHOM AereHepanuu Oa-
3aJIbHBIX TaHraueB (cTpuaryma). B MeXKpHU3UCHBIN mepro] HabtoaoTCs 3a-
JIep’KKa TICUXOMOTOPHOTO pa3BUTHs, Makpouedanusi, TUNOTOHHS, TUCTOHUS.
[Tpu mo3aHeN nMarHoCTHKE pa3BUBaeTCa HeoOpaTuMas ABUTaTeNbHas AUCPYHK-

1Us (AUCTOHUYECKAsI/ MUCKUHETHYECKas 1iepedpaibHas Kpusa).
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JIMAarHOCTHKA OCHOBAaHAa HAa HEOHATAJIbHOM CKPUHHMHIE C BBISIBICHUEM
IIOBBILLIEHHOTO COOTHOLIIECHHUS C5DC/C8 (rmyTapuiaKapHu-
THUH/OKTAaHOUJIKAPHUTHUH) U CHIKEHHUS CBOOOIHOIO KapHUTHHA B BBICYIIEHHOM
nsiTHe KpoBU. [loaTBepkaeHue AuarHo3a BKJIIOYAET Ta30BYI0 XpomaTtorpaduio-
MacC-CIIEKTPOMETPUI0O  MOYHM C  ONpPEJeJICeHHEeM  [IyTapoBo u  3-
THJIPOKCUTIYTapoBOi kucior, aHanu3 aktuBHocth GCDH B ¢ubpobina-
CTax/MUM@OLUTAX U MOJIEKYJISIPHO-TEHETUYECKOE HCCIEAOBAaHHE MYyTalUid B
rene GCDH. JlononautensHo npooaat MPT ronoBHoro mosra (cuMMeTpuy-
HOE BOBJICUCHME CTpuaryma mpu kpuse), D3I, OMOXUMUIO KPOBH (aMMOHMIA,

JaKTaT, KeTOAIUTypHs).

I benok B nuwe [ [ TkaHeBble 6enku

' ‘W* \
L-tpuntodaH | L-nusuH

S 3 LS A

I

[ 2-aMUHoagMnNuHoBan J

KWCNOTa

[ ZKETOQHHHHHOBHH ]
KHWCNOTa

] 2-KeToagunaT-gerugporeHasa

[anapoaaﬁ xﬁcnma_}‘ """""" ]( nyTapun-KoA }-----w--*{rnwapnnkap}aﬁﬁmﬁ
L-kapHUTUH
Butamuu B12 > QA]]

I nytapun-KoA-perngporeHasa

dAOH2

KpoTtoHun-KoA

Y

L AueTnn-KoA J

i

s N
=)
wa  [S
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Kpedca

Puc. 23. OTtronaroreHes riayrapoBor anuaeMun tumna I
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JleueHue BKIIFOUAET MOKU3HEHHYIO JUETOTEPANINIO C UCKIOUYEHHEM MPO-
JYKTOB, COJEPKAIMX JIM3UH U TpunTodaH (OETKOB KUBOTHOTO MPOUCXOXKIE-
HUS) U UCIIOJIb30BAaHUEM CIIEHMAJIbHBIX AMUHOKHUCIOTHBIX cMecel. Haznavaercs
MOKU3HEHHAs MaToreHeTnyecKas tepanusi L-KapHUTHHOM JJIsl TETOKCUKALIMU U
BOCTIOJTHEHHsI BTOPUUYHOTO nedunurta kapautuna. [Ipodunaktuka merabommye-
CKUX KPH30B BKIIIOUAET U30€raHue JUIMTEIHHOTO roJI0Ianusl, WH(GEKINA, NHTEH-
CUBHBIX (pU3MUYECKUX HArpy3ok. [Ipu pa3Butuu kpu3a NpoBOJIUTCS UHTEHCUBHAS
Tepanus (JeKcTpo3a, L-KapHUTHH, KOPPEKIHUS KHUCIOTHO-IIEIOYHOTO COCTOSIHUS

KpPOBH).

HAPYHIEHUA OBMEHA )KUPHBIX KUCJIOT

HacnenctBenHble HapylieHUs 0OMEHa >KMPHBIX KUCJIOT — IeTeporeHHas
rpynmna 3abojieBaHul, 00YCIOBIEHHBIX MYyTallUsIMU I€HOB, KOAUPYHOIUX (ep-
MEHTbl U TPAaHCIOPTHbIE OEIKH MHUTOXOHAPHAIBHOIO [3-OKHCIECHUS KUPHBIX
KUCTIOT. DTH Je(peKThl MPUBOJIAT K CHIKEHUIO 00pa3oBaHus aneTwi-KoA u ke-
TOHOBBIX T€Jl, YTO KJIMHUYECKU MPOSBIAECTCA PA3BUTHEM T'MIIOKETOTHYECKOW T'H-
nornukemun. O01as yactora coctapisieT 0koio 1:9 000 HoBopoxkaeHHBIX. Tun
HACJIEI0BAHUSI — ayTOCOMHO -PELIECCUBHBIMN.

JTHONATOreHe3 CBS3aH C MYTALMSIMU I'€HOB, KOAUPYIOIIUX (PEPMEHTHI U
TPAHCIIOPTHbIE OEJIKM MUTOXOHJIPHAIBHOTO [-OKHCIEHUS >KUPHBIX KHUCIIOT
(Puc. 24). BeiaensioT HapylleHUs TPAHCIIOPTa KAPHUTHHA U JKUPHBIX KUCIIOT,
oOycioBneHHble MyTauusiMu B reHe SLC22A5, komupyromem Oenok OCTN2
(HaTpU-3aBUCUMBIN TPAHCIIOPTEP KAapHUTHHA), OOCCTICUMBAIONIUN TPAHCIIOPT
KApPHUTMHA BHYTPb KJIETKH Yepe3 LMUTOIJIa3MaTUYECKyl0 MeMOpaHy; TIeHe
CPTIA, xogupyolieM KapHUTHHOAIbMUTOUNTpaHcepa3y lA, kataiusupyro-
IIYI0 MpEBpalICHUE JUIMHHOLENOYeYHbIX anmi-KoA B anuiakapHUTUHBI (CKO-
pocTe-mumMuTUpytomuit  srtan); reHe CACT, KOIUpYIOIIEeM KapHUTUH-

ANUJIIKAPHUTHUHTPAHCIIOKA3Yy, OCYHICCTBIIIOITYO IICPCHOC alTUJIIKAPHUTHHA YCPC3
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BHYTPEHHIOIO MeMOpaHy MHUTOXOHJApPUNA B OOMEH Ha CBOOOJHBIM KapHUTHH; U
rene CPT72, xoaupyloueM KapHUTUHIAIbMUTOMWITpaHCchepasy 2, KoTopas
oOecrieunBaeT TMPEBpalICHUE AIMIKApHUTAH oOpaTHO B ammi-KoA ¢ BEICBO-
00XKJIEHUEM KapHUTHHA ISl 0OOpaTHOTO TPAHCIOPTA.

Taxoke BBIICIAIOT HAPYIICHUSI J-OKUCICHUS )KUPHBIX KHCIIOT, CBSI3aHHBIE
¢ myrauusmu B rene ACADVL, xogupyromeM anmi-KoA-aeruaporenasy xup-
HBIX KUCJIOT ¢ o4yeHb JuinHHOU 1enbio (VLCAD), okucisionyo KupHble KUc-
70Tl ¢ AyinHOM nenu ot 14 1o 20 aromoB yraepona (C14—C20); rene ACADM,
KoJupytomeM anmi-KoA-aeruaporenasy )KUPHBIX KACIOT CPEAHEN JJIMHBI LETIH
(MCAD, C6—C12); rene ACADS, xonupyromiem anui-KoA-neruaporenasy Ko-
poTKonenoyeyHbiX KUpHbIX KUCIOT (SCAD, C4—-C6); a Takke ¢ MyTalusiMA B
reHe HADHA, xonupyoomniemM cyobeAUHUILY MUTOXOHIPHAIBHOTO TPUPYHKIIHO-
HaJIbHOTO O€JiKa, YYaCTBYIOIIETO B OKUCICHHM JIJIMHHOLETIOYEYHBIX KUPHBIX
kuciot, u rene ACATI, xonupyroiieM [-KeToTruonasy, KaTalu3upyrouyo 3a-

KJIIOUYHUTEIbHBIN ATan B-OKI/ICJ'ICHI/IH C O6pa3OBaHI/I€M aIIGTI/IJI-KOA.

B-OKWUCNEHUE XXUPHbLIX KACNOT A A A A amsroesin

MutaoHap A My Th pac ar OB HBIX HMPHAR KACNOTE
HAPHEX KACNOT 40 aueTwn-Kod c obpasosarmem sHeprm (AT®) CoA-SH
NPV HANOCTATKE MMIOKO3E! (TONOAAHNE, ANWTENEHAR HATDYIKA). = — ) A
MUTOXOHAPHSA AT -
Aunn-capsman O : ¢

MocTynmetine xapaia It

» 5 CPT1A | — A C—04K )
B KnETHY SRS / CPT1A C= 0= Kaprurmn b4
0CTNZ
(HaTPH- 3aEACA {

1
Linkn KpeGea

M TH T AN TR 0—-C%
TPAHCAIOPTED KIpHMTHE] . AT
Tpanciepasa 1A NaA-SH m\\
[Wa anawsed wemGpane|
N @ ——a ° L ® i
> A roe s
Kaprorrn @ : ; e 1] CACT [} <L é/
s h K MM THH LM AP HTHHTD AMCIKATE cﬂu__i‘ Al
NaTHE o B ; (Ha aHyTpeHHed Menbpane] [EIS P —
MUTOXOHAPHK J
' _ KapHe T ASTOAR-
— D e pom— " } - Ao
/ Kapromian @ {m meaTpuscce) K
I | Cof-SH !
[ K C—S~Cod !
Aupn-Kos 4
UHKN B-OKMCNEHWA (8 maTpurce MaTOXOHOPWA) o Y | TFP
Derapprpoaskne [ |
o SCADD. MCADD 0 Mgpatapme a Orucnanme = o Thonw CHy—C—5—Cod |1 Tpndywmypeosansss Ganos
LCADVLCAD Enomnn-Ked-rmapartasa LCHAD | p-Kerorwonasa Ty f MHTOHH W
(IR OPOTRD:, CREHE- SR BTIHHOUSNOTELL | - i O IHATT HECDILKG
W AAMBSHOLE b Henapoumainn-o) i i NOCNEADBATENLHED CTAANA
auun-l(qmso g oH E o ? + = ofipafiomm ArmsHouBNoHESHEY
AN, S AASAANL = )\/\/\/\/ (i )K/'\/\/\,C\ — | Y TPOTTOR
5-Coh 5-CoA 5-Cod S-CoA AN C-5-Can (rrapaTaLS, DMCEE
Argan-Kod 2-ew-nupen-KoA 3 Ko 3 KoA Yropasuswsns ayan-Kod Thorma), ofecne uaar nx
LY {Ha 2 yrnepoaHe aToma) achehaT B0 NpRBp e
J
\
Limen neRTORAGTCR, NOKA MMPHAR KHCNOTA HE GyReT NONHOCTRI NPpeapawera i auemvn-Kod
OCTNZ CPTIA T ) CACT CPT2 Haphutin
A0 KapeTTHAA afipaIcaass TPARCROPT AUHNEIITRIS ofipanaaume @ neperocix BUMNEHE CoA-SH WA W T L
B ey AUMMKAOHATHHE SB[ BT a0 ManBpasy aumn-KoA B uaTprecs rpynn R e DETATOR

Puc. 24. CxeMa MUTOXOHIPHUAIIBHOTO -OKUCIEHHS >KUPHBIX KUCIIOT.
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Mytanuu B reHax ETFA w ETFB, xonupyronmx o- U B-cyObeauHUIIBI
anekTpoH-nepeHocsmiero daasonporenna (ETF), a takxe B rene ETFDH, xo-
mupytomeMm ETF-yOuxuHOH-OKCHIOpEenyKTasy, OOeCneYnBalomuye TMepeHoC
AJIEKTPOHOB B JIBIXATEJIILHOM LIEM MUTOXOHAPHM, MPUBOJAT K Pa3BUTHIO IITyTa-
poBou anuaemuu Il Tuma, Takke U3BECTHOW KaK MHOYKECTBEHHAs HEJOCTATOY-

HocTh aumi-KoA nerunporenassl (MADD) (Ta6m. 7).
Tabmuma 7

KJIaCCl/I(l)HKa]_[I/IH HacCJIeACTBCHHbLIX Hapymemm o0MeHa KUPHBIX KHCJIOT

3a0osieBaHue Ten Yacrora | AUMJIKAPHUTHHBI
(J1oKkaau3anus)
Hapyiienus Tpancnopra KapHUTHHA U KUPHBIX KUCJIOT
[lepBuuHbIN AEPUIUT KAPHUTHU- SLC2245 1:20 000-
Ha (5q31.1) 1:70 000 | €0 <8 mxM/x
Jedbunut KapHUTHH MaTbMUTO- CPTIA <1:100 000 C0 > 90 MM/,
uinTpancdepasnol 1A (11g13.1) ] C0/(C16+C18) > 100
felﬁ?ﬂiiﬂfiﬁill/)IE?ng(;HOKaSH ‘%C; 151;1%) <l:bwm ] €O, 1 Cl6, C18:1
I[ue(bl/l ET Ka HI/II”)FI/IHHaJIBMI/ITO— = (Cl6+C18:1)/C2>
HHT Kap CPT2 (1p32) | 1-9:100 000 |0,7
11 TpaHcdepassl 2
Hapymienns B-oKHCIICHHS )KUPHBIX KUCIOT
ACADS
Hedurur SCAD (12q24.31) 1 C4
1:8300- |1C8 > 0,4 MxM/m,
fequuir MCAD ACADMP3D | 1115000 |+ C6, C10, C10:1
ACADVL 1:30 000- )
Hedumur LCAD/VLCAD (17p13.1) 1-100 000 C14:1 > 0,32 MmxM/n
Hedumur LCHAD CI80OH > 0,14
Jedbuut MUTOXOHAPUATBHOTO HADHA (2p23) MM/t +/— C160H,
TpuQYHKIIMOHAIBHOTO OenKka Cl16:10H, C18:10H
HenocraTtounocts [3- ACATI )
KETOTHOJIAa3bl (11g922.3-g23) C3:1> 0,15 mcMym
I'myraposas auunemus I tuma ETFA (1523)
(MTAD%) A ETFB (19q13) | 1:300 000 |1C6-C12
ETFDH (4q32)
Ipumeuanus: SCAD — ammn-KoA-neruaporenasa KUpPHBIX KHCJIOT ¢ KOPOTKOH I1e-
net0; MCAD — anun-KoA-aeruaporeHasa KHUPHBIX KHCIOT CO CpPEAHEW UIMHOW IICTIH;

LCAD — ammn-KoA-aeruaporenasa >KMpHBIX KUCIOT ¢ JuiMHHOM 11enblo; VLCAD — anmn-
KoA-nerunporenasa >KUpHBIX KHCJIOT C O4eHb JIuHHOUN menbio; LCHAD — pnmmHHOIEnOo-
yeuHas 3-rugpokcuanui-KoA-neruaporenasa sxupHbeix kucinotr; MADD — MHoOecTBeHHast
HEJ0CTaTOYHOCTh amii-KoA nermaporenas.
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Kannnuyeckue nposiBjaeHusi Bcex (GopM pa3BUBAIOTCS WK yCYT'yOJISIOT-
Csl TIpU JUIMTEILHOM TOJI0JIaHuu, (PU3nyecKkor Harpyske, ctpecce. s Hacnen-
CTBEHHBIX HapYyIICHUN OKUCJICHUS KHPHBIX KHCJIOT XapaKTepHa MaHU(DeCTaIus
B pa3Hble CPOKM B 3aBUCHMOCTH OT CTENEHU HApYyIICHHUS (DYHKIIMH COOTBET-
CTBYIOIIINX OEJKOB, B CBSA3U C YEM BBIJIEIISIOT:

Heonamanwvnvie (pannue) popmol, XapakTEpUYIOMMUECS TSKEIbIM Te-
YEHUEM, BSUIOCTBIO, PBOTOM, YTHETEHUEM CO3HAHUS BIUIOThH 10 KOMBI, CyJ0pO-
ramu, THUTIOTJIMKeMHe 0e3 KeTo3a, TemaToMeraineii, KapJuoMHOIIaTHeH, apuT-
MUsIMU. 3a00JieBaHHEe MOXKET MaHU(DECTUPOBATh 10 TUly Peite-no0ooH020 cun-
opoma (coueTaHUEe TOKCUYECKOMN dHIIePaTONaTUU U KUPOBOM qTucTpoduu BHYT-
PEHHUX OPTraHOB, MPEUMYIIIECTBEHHO MTEYEHN).

Hupanmunvnvie (0emckue) hopmul TPOSBISAIOTCA PEUUIUBUPYIONICH
TUIIOTJIMKEMUEH TP TOJIOAAHUU WK HArpy3Kax, IpUCTynoOOpa3HbIM TEUYECHUEM
C PBOTOM, BSJIOCTBIO, OTKA30M OT NI, MPOrPECCUPYIOIIEN TeIaTOMETAINEH,
KapAUOMHUOIIATUEN, MBILLIEYHON TUIIOTOHUEH.

IHo30Hue ¢hopmubr XxapakTepU3yrOTCsT MBIIIEYHON CIab0CThIO, MUAIITUEH,
HETMEPEHOCUMOCThIO (PU3NYECKUX HATPY30K C pa3BUTHEM PaOJOMHOIN3a U MUO-
JIOOUMHYPUH.

JIMarHOCTUKA OCHOBaHA Ha BBISBJICHUU NPU HEOHATAJIBHOM CKPUHHHTE
XapaKTEPHbIX U3MEHEHUI COJIEpKaHMS allMJIKAPHUTUHOB U UX COOTHOILIECHUS C
ypoBHEM cBOOOHOTO KapHUTHHA (CM. Tab. 7).

[ToaTBepxkaaromasl AMAarHOCTHKA BKIIFOYAET OINPEICICHUE YPOBHS AllUII-
KapHUTUHOB B KPOBU U OPTAaHMYECKUX KUCIOT B MOoue. OKOHYATENbHBIN THArHO3
YCTaHABJIMBAETCSI HA OCHOBAHUM BBISBJICHUSI MyTaIlUii B COOTBETCTBYIOIIMUX T'e-
Hax. Taike MpoBOAUTCS OMOXMMHYECKUIN aHaiIn3 KPOBU (YPOBEHb KpEaTHH-
dbochokuHazpl, TpaHCaMUHA3 TEYEHHU, TJIFOKO3bI, TIIOKA3aTeIM KUCIOTHO-
menounoe cocrosinust), DKI™ u OxoKI' ais onenku cocrosiaus cepana, Y3U s
OIICHKU (DYHKIIM TTEYEHU U TIOUEK.

JleueHue OCHOBaHO Ha TMPOUIAKTUKE TOJOAAHUS U TPEAYNPEKICHUU

THIIOTJIMKCMUHU,; TPCAYCMATPHUBACT OTPAHUYCHUC ITOCTYIUICHHUA KUPHBIX KHUCJIOT
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C MUIIEH 10 MUHUMAJIBHO JIOMYCTUMOTO YPOBHS, 4acTO€ MUTAHUE U BBICOKO-
YIIEBOAHYIO AUETY C KOHTpojieM KajmopuiHocTu. [Ipu nepBuyHOM neduiure
kapHuTrHaA (MyTaruu B rene SLC22AY5) naznavaercs L-kapautud. [Ipu metabo-
JMYECKUX KpU3axX MOKa3aHO BHYTPUBEHHOE BBEJICHUE JIEKCTPO3bl, KOPPEKIIUS
MeTaboIMUYEeCcKOTo anuao3a (BBEACHHUE IIEI0YHBIX pacTBopoB); nmpu VLCAD u

LCHAD nonaHOCThIO UCKITIOHAIOT MOTPEOJICHUE KUPOB (110 48 4acoB).

IrOoMOIMCTUHYPUSA

T'omoumMcTUHYPHSA TPEACTABISIET COOOM TEeTEPOTCHHYIO TPpYIy Hacie-
CTBEHHBIX METa0OJNYECKUX 3a00JIeBaHMM, 00YCIOBICHHBIX JepexkTaMu oOMeHa
cepocoiepKalIuX aMUHOKHUCIIOT.

Knaccuueckasn ¢popma roMOUMCTUHYPUM CBs3aHA ¢ OMAIIETLHBIMU MaTO-
reHHbIMU BapuaHTamMu reHa CBS, 4To mpuBOAUT K ACPUIUTY MEUEHOYHOTO
(depMeHTa LHUCTAaTHUOH-B-cUHTAa3bl. B pe3ynbprare HapymiaeTcss MeTaboIn3M Me-
TUOHUHA U PAa3BUBACTCS BHIPAXKECHHOE TOBBIIIEHNE KOHIICHTPAIIMH TOMOIUCTEH-
Ha U €ro MeTaboJIUTOB B KPOBU U MOYE.

Knranueckas kapTHHA XapaKTEpHU3yeTCs] MYJIbTHCUCTEMHBIM MOPAKCHHU-
em. Haubonee Tunuyabl 0pTaibMOJIOTHYECKHUE TIPOSBIICHUSI, BKIIIOYAs YKTOMHUIO
XpycTaJluKa U TKETY0 Muonuto. Co CTOPOHBI OMIOPHO-IBUTATEIBLHOIO ammnapa-
Ta OTMEYAIOTCS BHICOKUN POCT, YIAJTMHEHHBIE KOHEYHOCTH, JehOpMAaIINH CKEIeTa
u TpynHor kieTku. OgHuUM U3 Hamboliee CEPhE3HBIX MPOSBICHUN SBISIOTCS
TPOMOOIMOOUYECKUE OCTOKHEHHUs. BO3MOXKHBI 3aJiepKa MCUXUUECKOTO pas-
BUTHUS U TICHXUYECKUE paccTpoiicTBa. B OMoxmmMudeckomM aHaim3e KPOBH OIpe-
JeJIsIeTCsl 3HAaYMTENIbHOE TTOBBIIIIEHNE YPOBHS 00IIIEro TOMOLMCTENHA B TIJIa3Me,
Kak npaBuiio cBbimie 100 MKMOJIB/JT y B3pOCIIbIX TP HOpME MeHee 15 MKMOJIb/JI.

JIisi AMarHOCTUKM KJIACCUYECKON TOMOIMCTUHYPUM TPUHIIMITHAIBHO
BOXKHO OMpeEJIeSICHHE KaK OOIIeld KOHUEHTPAIMK FOMOIIMCTEUHA, TaK U YPOBHS

MCTHOHHHA B IIJIIa3MC KPOBH.
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TpomO0IMOOTUYECKHE OCTOKHEHUS SBJISIFOTCS OCHOBHOM NMPUYHUHOM Jie-
TaJIbHOCTU. BO3HUKHOBEHHE TPOMOOIMOOJIMH B pAHHEM WJIU CPEIHEM B3POCIIOM
BO3pACTe JIOJDKHO CIY)KUTh OCHOBAaHHEM ISl MCKJIFOYCHHS TOMOIIMCTHHYPHH.
[Ipy 5TOM BBIp@KEHHOCTh KJIMHUYECKUX TMPOSBICHUN MOXXET CYIIECTBEHHO Ba-
PBUPOBATH; B OT/ACIBHBIX ClIydasx 3a0o0JieBaHUE MaHU(PECTUPYET UCKITIOUUTEh-
HO TpomOO3amu, HampuMmep IepeOpaTbHBIMH BEHO3HBIMH TPOMOO3aMHu y MJa-
JICHIICB WJIM OCTPBIM HAapyIIEHHEM MO3TOBOTO KPOBOOOPAIICHHS B MOJIOJAOM
BO3pacTe.

HuddepeHunanbHy0 AUArHOCTUKY HEOOXOAMMO MPOBOJIUTH C CHHAPO-
MoM Mapdana u cXoaHbIMU (HEHOTUITMYECKUMH COCTOSIHUSIMH, a TaKXKe C JIpy-
ruMu (popMaMu TOMOIIUCTHHYPHH.

[TanimentaM cnenyer u30eratb (PaKTOPOB, MOBBIMIAIOIIMX PUCK TPOM-
009MO0JIMYECKUX OCIOKHEHHM. B yacTHOCTH, y KEHIIMH MPUMEHEHUE Opaib-
HBIX KOHTPAIIETITUBOB TPeOyeT 0CO00I OCTOPOKHOCTH, a IJIAHOBBIE XUpPypruye-
CKHE BMEIIATEIIbCTBA JIOJDKHBI MPOBOJIUTHCA ¢ YIETOM TPOMOOTHUCCKUX PHIC-
KOB.

Jleuenre MOXKET BKJIIOYATh MUPUIOKCHH y TalueHToB ¢ B6-
JYBCTBUTEIBHOU (HOpPMOIA 3a00I€BaHUS, TUETOTEPANHUIO C OTPAHUYCHUEM METH-
OHHMHA, MPUMEHEHHE OeTanHa KaK ajlbTePHATUBHOIO IMyTH MeTab0IM3Ma H30BIT-
Ka TOMOIIMCTEHHA, a TakXe Ha3zHaueHue (oireBor KUCIOThl. OOs3aTeIbHBIM
KOMITOHEHTOM BEJICHUS SBJISCTCS MPOGUIaKTHKA TPOMOOIMOOTUIECKUX OCITIOXK-
HECHUM.

OnpenencHrue YyBCTBUTEIBHOCTH K MUPHUIOKCHHY SIBISCTCS IPUHIIAIIH-
aJTbHO BXKHBIM ATAIlOM MOA00pa TepPaITHH.

[Ipu BbIsIBIEHUU 3a00JI€BaHUST PEKOMEHYETCS MPOBEICHUE KACKaIHOTO
CEMEUHOTO CKpUHUHTA C IEJIbIO BBISIBJICHUS HOCUTEIEH U CBOCBPEMEHHOM IIPO-

(hUITaKTUKK OCIIOKHEHUH.
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HAPYHIEHUA IIUKJIA OBPA30OBAHUSA MOYEBHUHbBI

HacnencrBennble HapylmieHusi OHMKJIAa 00pa3oBaHUs MOYEBHUHBI
(HIIM) — rpynmna 3a0oJjieBaHUN, XapaKTEPU3YIOIMIMXCS HApyIIEHUEM CHHTE3a
MOYEBHUHBI BCJEACTBHE JepeKTa (PEpPMEHTOB WJIM TPAHCIOPTHHIX OEJKOB, UTO
IIPUBOJIUT K OCTPOM WJIM XPOHMYECKOM NEPBUYHOM I'MIEPAMMOHHEMHH. boib-
muHcTBO HIM HacnenyroTcst o ayTOCOMHO-PELECCUBHOMY THITY, 34 UCKIIKOYE-
HUEM JeduimTa OpHUTUHTPAHCKApOaMUIIas3bl, I KOTOPOrO XapaKTepHO X-
cuemiaeHHoe HaciemoBanme. O6mas gactora HIIM cocraBmser 1:8 000 HOBO-
POXKJIEHHBIX, YacTOTa OTACNbHBIX (opM BapbUpyeT (AeDUIUT OPHUTHH-
TpaHckapOammiasel 1:14 000, nedunut apruHuH-cykimHaTcuaTeTassl 1:57 000,
neduiut xkapobamoundocdarcunTerazsl 1:62 000, gepUUT apruHUHCYKIIUHAT-
muassl 1:70 000, aprunaznas HenoctatoyHocTh 1: 363 000).

JTHONATOreHe3: B HopMe 00pasyromuiics B opranuzme ammuak (Puc. 25)
MPEBpAIACTCS B MOUYECBUHY (B OPHUTHHOBOM ITMKJI€) U BBIBOJUTCS U3 OPTaHU3-
Ma. Mytanuu B reHax (epMEHTOB, KATAIM3UPYIOIUX CTaIUUd OPHUTHHOBOIO
L[MKJIa, ¥ TPAHCHOPTHBIX OenkoB (Tabi1. 8) mpuBOAAT K rUIEpaMMOHUEMUH, OKa-
3bIBAIOIECH HEUPOTOKCHUECKOE JEHCTBHE U BhI3bIBAIOIIEH AHIIE(PaTOnaTHIo.

Kannnuyeckue nposijaenusi HIIM Moryt ObITh OCTPHIMU WM XPOHHUYE-
ckumu. [Tpu ocTpbix ¢opmMax CUMITOMBI pa3BUBAIOTCS B MEPBBIC THU KU3HU U
BKJIFOYAIOT YTHETEHWE CO3HAHUSA (OT COHJIMBOCTH JI0 KOMBI), CyJIOpPOTH, HApY-
HIEHWE MBIIIEYHOTO TOHYCa U TepMoperysauuu. [Ipu yacTuuHOM yTpaTe aKkTUB-
HOCTH (DEpMEHTOB pPa3BUBAIOTCS XpPOHHUYECKHE (POpPMBI ¢ MO3AHEN MaHHU]ecTa-
nueid. CUMITOMBI MOTYT HOSIBIISITHCSL B IMOJPOCTKOBOM U B3POCJIOM BO3pacTe U
BKJIFOYAIOT CHUYKEHUE allleTUTa, PBOTY, BSUIOCTh, TOJOBHYIO 0OJIb, MMOBEAEHYE-
CKHE€ PacCTPOMCTBA, HAPYIIIEHUS CHA U IMICUXWYECKUE HapyIIeHus (Ope, ramio-
[IUHAIIUU, TICUXO03bI).

Hedpuyum xapoamoungpocpamcunmemasot (CPS1) nposiBnsercs: B BUAE
HEOHATAIBHOMN (TSDKENOMN), MIaJCHUYCCKON (MATKOM) U toHOoIeckor (Gopm. [Ipu

HEeOHaTallbHOM (popMme depe3 24—72 4aca MOCHE POXKICHUS Pa3BUBACTCS OTEK
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MO3ra U AbIXaTCJIbHAA HEAOCTATOYHOCTD, IIPHUBOAAIINEC K JICTAIBHOMY HCXOOY.

[Tpu MiageHuveckoi popmMe 4acTo MOBTOPSIONIMECS META00TMUECKIE KPU3bI BbI-

3BIBAIOT YMCTBEHHYIO HEJIOCTATOYHOCTD U 33JICPKKY (PU3UMUECKOTO Pa3BUTHSI.

4

s

Pacwennenve

JesamuHUpoBaHue Kata6onuam
AMUHOKMCIOT, Aesamnnmnposaie SHOrEHHBIX Pabota  genkoB u MOYEBHUHbI
| NOCTYNAOLLMX € NULLEeR aMnaos aMWHOB Mblxny MUKPOGhIOpON ,
KMweyHuka /
g
0O6pazoBaHue ammMmuaka NH;
+ 4 z
NAGS fnytamat _NH4 HEAl SL%?A;&'
17q21.31 N-aueTtun AT® ATD | oPS1 A
rnytamar : 2q34 Acnaptat —— LIH‘IQlH
CHHTETa3a Kapﬁauoun-
N-auetun- ——» docpar OpHUTHH-
rnytamar CHHTETa3a Tpage- orc
wap6apmynasa Xp11.4
Kapﬁamoun—%
docdar
OpHWUTHH UutpynnuH
X" “siczsA1s
ORNT'I 13q14.11
OpHHTHH LJ.Mprnan
Acnaprart
MG'—IEBHHB ApPruHMHO-
CYKLMHAaT-
20 APFHHGS CHHTETa3a
ARGT ASS1
Kposotok  ApruHuWH feza 2 ApruHuHo- 993411
l cyKumuHaT
* [loyku ApruHMHO-
CYKUMHaT-
nwasa ASL
7q11.21
Moya dymapar

Puc. 25. Hapymenus nukina oopa3oBaHus

HBbI.
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Hdepuyum opnumunmpanckapoéamunazor (OTC) Hacnenyercs mno X-
CIETUICHHOMY THITYy, HO MOXXET MPOSBIATHCA Y KCHIIUH (HapyIIeHUs a30THOTO
oOMeHa ~ y 66% reTepo3uror, Aaxe Npyu OTCYTCTBUH KIMHUYECKUX CUMIITOMOB;
BO3MOYKHO Pa3BUTHUE OCTPOU dHIIePaonaTUU BO BpeMsi OEPEMEHHOCTH).

epuuyum apzununocykyunamauazol (ASS) uwnu yumpynaunemusn 1

muna NPOTEKAeT B BUJIE HEOHATAIbHON, MHPAHTUILHON U TIO3AHEN (HOpM.

Tabmura 8
HacnencrBeHHble HAPYHIEHUS IIUKJIA 00pa30BaHUs MOYEBUHBI,

ACCOIIMHUPOBAHHBIC IT'€HbI H XaPAKTCPHbLIC U3MCHCHUSA OMOXMMHMYECKHX

noxKasareJjen
3aGoeBaANMe I'en TH AK kpo- | Opranuyeckne Kuc-
(J1oxkaau3anus) BH JIOTHI MOYM/KPOBH
/N Arg
Jedunut xapdbamounmdoc- /N Cit
(bar cunTeTasHI CPSI (2q34) | AP + Gln |/N opoToBas kucnora
1 Ala
Jedbunut opHUTHH /N Arg
S p— OTC Xpll4) | X LN Cit 11 opoToBas KMCJIOTa
JlebuuuT apruHUHC K- TArg
A T-CHHTETA3EL ASS1 (9q34.11)| AP 111 Cit N oportoBas kuciora
Jedbuuut apruHuH- l/?]c[?trg N/1 opoToBas Kuciora
cykuuHarnuassl (aprunu- | ASL (7q11.21) | AP + Gln 11  apruHUHSHTAapHAas
HOSIHTapHAas alluIypus) 1 Ala KHCIIOTa

AprUHasHas HeNOCTATON- | /by 60232)| AP | 11 Arg |N opoTosas KHCIoTa

HOCTb

Hedurut N-ameru- NAGS

rJIyTaMaT-CUHTETa3bl (17g21.31) AP | [/N Arg N opotosas kucrota
SLC25A415

HHH-cunnpom (13q14.11) AP | 11 Orm |1/N opoToBas KuclioTa

[MutpyminHeMus 2 Tuna S(L7Cq§51A3])3 AP 1 Cit [N opoToBasi KUCIIOTa

Ilpumeuanus: TH — tun nHacnenoBanus; AK — amunokucnors;; AP — ayrocomuo-

penieccuBHbBIN; X — X-CLEIUICHHbINH; Arg — aprunuH; Ala — ananun; Cit — IUTPYIUINH;
Gln — rnyramun; Orn — OpHUTHH.
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Apeunaznan neoocmamounocms (ARGI1) MoXET UMETh UHTEPMUTTUPY-
IOIIEE WM XPOHHUYECKOe TeueHue. KiamHuyeckue mnposBICHUS, KaK MPaBUIIo,
HAYMHAIOTCS HA MEPBOM TOAY JKM3HU M BKIIFOYAIOT OE€CIIOKONWCTBO, 0€3yTEITHBINA
njay, OTKa3 OT IHUILIH, PBOTY, MIPOTPECCUPYIOLIYIO 33aI€PKKY TICUXOMOTOPHOIO
pa3BuThd. B nanpHelneM pa3BUBarOTCS SMUAJIECITUYECKUE IPUCTYIIBI, ClIaCTUYE-
CKHMI TeTparapes, 3aiepKKa pocTa, THIOTPOQusi, IPOTrPecCCUpyIomas YMCTBEH-
Has OTCTaJIOCTh U MOBEJICHUYECKUE PACCTPOICTBA.

Hepuuyum N-auemunznymamamcunmemasvl (NAGS) xapakrepusyercs
PaHHUM HA4aJiOM W JICTAJbHBIM MCXOJOM B HEOHATAJIbHOM MEPUOJE OT JbIXa-
TEJIbHBIX PACCTPOUCTB.

Cunopom 2UNEPOPHUMUHEMUU-2UNEPAMMOHUEMUL-
comoyumpyanunemuu (HHH-cunopom), oOyCIOBICHHBI MyTallUsIMU B T'€HE
SLC25A15, xoaupyooleM MUTOXOHIPUAIbHBIA OEOK-TPaHCTIOPTEp OPHUTHHA,
IIpU OCTPOIl HEOHATAILHOU (POpME MPOSIBISIETCS PBOTON, HAPYIICHUSIMH KOPM-
JICHUsI, HApYIIEHUSIMU CO3HAHUS BIUIOTH /10 KOMbI. BO3MOXeH JeTaabHbIN UCXO0/
BO BpeMsl METa0OJMYECKOro Kpu3a. Pa3BUBaeTCsi HENEPEHOCUMOCTh Oelka,
HEBPOJIOTUYECKUE MPOSIBIICHUS (aTaKCHs, XOPE0aTaro3, CIIACTUYHOCTh WIIA TH-
MOTOHUSI MBI, dMWICHTUHYECKUE MPUCTYIBI), TeMaTOCINICHOMETalusl, CKJIOH-
HOCTh K KpoBoTeueHusiM. [Ipu B3pocioit XxpoHuyeckoi ¢opMe B aHAMHE3e —
3a/Iep’KKa TMCUXOMOTOPHOIO Pa3BUTHSI, HHTEJUICKTyallbHasi HEIOCTATOYHOCTD,
MOBEJICHUYECKHE PACCTPOICTBA, HEMPUSITUE OCIKOBOM MHUIIIH.

Jepuuyum yumpuna odycnoBneH myrauusmMu B reHe SLC25A413, xonu-
pYIOIIIEM MHUTOXOHJAPUATIBHBIM O€JOoK IUTpUH (TpPAHCHOPTEp TIIyTaMara-
acriaprara). BeigensitoT cienyroine GopMbi:

NICCD (neonamanvHhulit 6HympuneueHoYHblil Xo1ecmas npu oeuyu-
me yumpuna) — B TIEPBbIC HENIENN KU3HU: BHUTPUIICUYCHOUHBIN XO0JecTas3, re-
naToMeraius, *)uposass AucTpodusa nedeHd, GuOpo3, HapylIEHUs CBEpThIBae-
MOCTH, TUTIOTJIMKEMHUSI, TUIIONIPOTEUHEMUS (TPAH3UTOPHBI, KYIIUPYIOTCS K KOHILY

MIEPBOIO rojia )KU3HM ).
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FTTDCD (unapywienue pazeumusn u ouciunuoemus npu oepuuyume
yumpuna) — wu30eraHue BBICOKOYIJIEBOJHOM MHINM, MPEANnoYTeHUue OenKo-
BOU/’KUPOBOH, 3aJIepKKa POCTa, THUIIOTIMKEMUS, TAHKPEATUT, yTOMIISIEMOCTb.

Humpynnunemusa 2 muna (CTLN2) manudectupyet nociie 20 neT: mo-
BEJICHYECKUE HapyIIeHUsI (arpecCUBHOCTb, BO30YXIECHHUE), TaLTIOIMHAINHY,
Opell, CyIOpOTH U HAPYIICHUS aMATH; NPEeANOoYTeHUEe OEITKOBOW MUILK, OTBpa-
HICHUE K YIJIEBOAAM.

Juarnocruka paznuunbix ¢dopm HIIM ocHoBaHa Ha BBHISBJICHUH B X0
HEOHATAJIbHOTO CKPUHHMHIA W3MEHEHHOIO COJCP’KaHUS aMUHOKHCIOT B BBICY-
meHHoM 1siTHe KpoBH (Cwm. Tabn. 7). [lonTeepxkaaromias AMarHOCTUKA BKIIOYAET
BBISIBJICHUE TOBBIIIEHHON AKCKPEIMU C MOYOM OpPraHUYeCKUX KHUCIOT (OpOTO-
BOM, apruHuHOsHTapHOU) (CM. Tabm. 7). IIpu OmoXxumMuyeckoM aHaau3e KPOBU
BBISIBJISIFOTCSI TUIIEPAMMOHUEMUS, PECIUPATOPHBINA aTKali03, MOBBIIICHUE TEYe-
HOYHBIX TpaHCaMUHA3, MPU HAPYIICHUU OCITOKCHHTETHUYECKON (PYHKIIMH Mede-
HU — CHW)XKEHHUE YpOBHS aibOymuHa, ¢puOpuHorena, u T.1. [IpoBogutcs Y3U
JUTs BbIsiBIIeHUs renatomerannu; MPT, sanextposuiiedanorpadus u HeMpOCOHO-
rpadus ¢ pommiepomerpuei s oueHku coctosiHug I[[HC. OxonuarenbHbIN
JIMarHO3 YCTaHABJIMBAETCS Ha OCHOBAHUM BBIABJIEHUS MYTAIlMil B COOTBETCTBY-
IOIHUX FeHax.

Jleuenue: Ha3zHauvaeTcsl HU3KOOETKOBas JIUE€Ta C BBEJICHHEM HE3aMCHU-
MBIX aMHUHOKHUCIOT (HEOOXOJAMMO YUYWUTHIBATh, YTO HE3AMEHUMBIMU SBJISIOTCS
L-mutpymmun npu CPS1, OTC, HHH, L-aprunun npu CPS1, OTC, ASS, ASL u
HHH). C nensio cBA3bIBaHMS 1 BBIBEJCHHUS aMMOHHUS Ha3HavyaeTcss OeH30aTt, ¢e-
Humnanetar win GeHwioytupat Hatpus, rauiepoi. [Ipu NAGS moxer npume-
HATHCS KapriiyMoBasi Kuciiota (aHajor N-anerwiriayramarta). [Ipu metabonnye-
CKHUX KpH3aX PEKOMEHJI0OBaHa IMOJIHAasl OTMEHa Oenka (MakcumMym Ha 48 4acom),
AKCTPAKOPIOPATIbHBIE METObI IETOKCUKAIMKU. [Ipy OTCYTCTBUM HOpMaIM3alluu
YPOBHSI aMMOHHSI KOHCEpPBAaTUBHBIMH METOJIAMU TMOKa3aHa TPaHCILJIAHTALMS Tie-

YCHU.
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CIIMHAJIBHBIE MBIINIEYHBIE ATPO®UH

[TpokcumanpHas cnuHanbHas MbimedyHast arpodus 5q (CMA) — rpynna
ayTOCOMHO-PEIIECCUBHBIX HEPBHO-MBILICYHBIX 3a00JICBaHUM, XapaKTepUsylo-
HIUXCS TMPOTPECCUPYIOLIUM BSJIBIM MapaidOM U MBIIIEYHON aTpodueit Beie-
CTBHUE JIET€HEPALIMH (.-MOTOHEHPOHOB MEPEAHUX POrOB CHMHHOrO Mo3ra. HYacro-
Ta 3aboneBanus coctaisier 1:6 000—10 000 HOBOPOXXAEHHBIX, YaCTOTa HOCH-
TeabCTBa — 0KOoJo 1:36.

Amuonozua: Myrtauuu rena SMN1 (survival motor neuron, 5q13), koau-
pytouero 6enok SMN, npuBoAAT K AeduuuUTy Oeska U rudesin MOTOHEHPOHOB.
B ~95 % ciyyaeB BBISBISETCS TOMO3UTOTHASI ACJICHMS IK30HA 7 JTUOO 3K30HOB
7-8. Oko110 5 % NanueHTOB SABJISIOTCA KOMIIAYHI-T€TEPO3UTOTaMU TI0 JEJIECIHH
oaHoi konuu SMNI1 1 TOUKOBOM MyTalluM B IPYroi; 3HAUUTEIBLHO PEKE BCTPE-
YarTCsl KOMIIAYHA-TETEPO3UTOTHI 110 IBYM TOYKOBBIM MyTauusm. Y reHa SMN/
€CTh LIEHTpOMEpHasl Konmusa — TeH SMNZ2, KOTOpbld CHUHTE3UPYET JIMIIbL He-
oosbiioe konuuectBo (10 10 %) GyHKIMOHAIBHOTO O€JKa, MOCKOJIbKY H3-3a
MyTallUM B Y4YacTKE CBS3BIBAHUS pempeccopa CIUIaiiCMHIa OCHOBHOM TpaH-
CKPHIIT JIMILIEH 3K30HA 7 U (YHKUIMOHAIBHO HEMTOJTHOLEHEH.

Kiaunnuveckue ¢popmMbl: BBIIEIAIOT HECKOIBKO THIIOB CMA B 3aBHCHMO-
CTH OT BO3pacTa MaHudecTaimm.

CMA 0 muna — nauGonee TsokEnasg M penkas popma ¢ npeHaTaabHbIM
WM HEOHATAJbHBIM J1€00TOM. XapaKTepHBbI BbIpAKEHHAs] MBIIIEYHAsI THIOTO-
HUA, apediiekcus, TKETbIE KOHTPAKTYPhl CYCTaBOB U JbIXaTelIbHAs HEIO0CTa-
TOYHOCTb; OOJIBIIMHCTBO NAIMEHTOB MOTMOAET B NIEpBbIe 6 MECALIEB KU3HMU.

CMA I muna (vudantunvhas ¢opma, 6onesnbr Bepaaura—I'oddmana)
coctaBisger okoyio 50 % caydaeB. Ilpu poxJIeHHM OTKJIOHEHUN OOBIYHO HE
Ha0roAaeTcs, OAHAKO B BO3pacTe A0 6 MeCAILeB Pa3BUBAIOTCS BbIpa)KEHHAs T'U-
MOTOHUS, 3aJEp’KKa U PErpecc MOTOPHOIO pa3BUTHs (HECTIOCOOHOCTH CHUJIETh
0e3 MoAJIepKKHU, IEPEBOPAUNBATHCS ), HAPYILICHHS] KOPMIIEHUS U CJIa00CTh JblXa-

TEJIbHOM MYCKYJIATYpPhbl, IMIPUBOAAIIAA BIIOCIICACTBUU K HGO6XOI[I/IMOCTI/I HCKYC-
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CTBEHHOM BeHTWIAIMU JETKUX. Oxkumaemasi NpoAoSKUTENbHOCTb KU3ZHU — J10
2 Jier.

CMA Il muna (xpornueckas nHdanTuiabHas Gpopma, 6ose3nn JlyooBuria)
MaHudectupyeT B Bo3pacte 6—18 mecsues. [lanmeHTsl crmocoOHBI camMoOCTOS-
TEJIbHO CU/ETh, HO HE MPHOOPETAIOT HABBIK XOAbObI. CpeaHsisl MPOIOKUTENb-
HOCTB KMU3HHU JOCTUTAET OKOJIO 25 JeT.

CMA III muna (1oBenwiibHast ¢popma, 6osesns Kyrennbepra—Benannaep)
manudectupyetr nocie 18 mecsmen. CoxpaHsieTcsi CIOCOOHOCTh K CaMOCTOSI-
TEJIBHOM X0Jb0€, OJJHAKO OTMEYAIOTCS YacThle MajJeHusi, TPYIHOCTU Mpu Oere,
noAabEME MO JIECTHUIIE U BCTABAaHUM M3 NOJIOKEHUS cujis. [IpoaoKuTenbHOCTh
YKU3HHU 1ocie MaHugectanuu oObr4Ho coctaniser 10—40 ner.

CMA 1V muna (B3pocnas popma) XxapaKTepU3yeTCsl MEJUIEHHO MPOrpec-
CUpPYIOILIEH CJIa00CThI0 MPOKCUMAJIBHBIX MBIIIL, MMPEUMYIIECTBEHHO HUXHUX
KOHEYHOCTEM, MPU COXPAaHEHHOM CIOCOOHOCTH K X0ap0e. MHTennekr ne crpaaa-
€T, IPOJIOJKUTENBHOCTD )KU3HH, KaK IPAaBUJIO, HE COKPAIIAETCS.

Jluacnocmuka: HEOHATANbHBIA CKPUHUHT MPOBOJUTCS MTyTEM HCCIEA0BaA-
nus metogamu [P JIHK, Beinenennoit u3 cyxoro nstHa kposu (Puc. 26). [1pu
BBISIBJICHUM TOMO3UTOTHOM jeniennu sk30Ha 7 reHa SMNI tpebyercst moaATBEp-
XKIEHUE IUarHo3a Mpu MOMOUIY CEKBEHUpOBaHus 1o CaHrepy.

Jleuenue: naToreHETUYECKAs] TEpamnus, HAIMPaBJICHHAs HA BOCIIOJIHEHUE
neduiura 6enka SMN, CylecTBEHHO M3MEHUIIA €CTECTBEHHOE TeUeHHe 3a00J1e-
BaHUsl 0COOEHHO MpU Hayalle Ha TOKIMHUYECKUX cTaausx. I enozamecmumens-
Has mepanusa OCHOBaHA Ha OCTaBKe (QYHKIIMOHAILHOU Komuu reHa SMNI my-
TE€M OJIHOKPATHOTO BBEJEHUS MpernapaTa OHAaceMHOreH abemnapBoBek (30JreHc-
Ma). TpaHcreH B sype MOTOHEWpPOHA KOMIIEHCHUPYET yTpaueHHbIe (QYHKIIMH H
BOCCTaHaBIuBaeT cuHTe3 Oenka SMN 0e3 unrerpanuu B reHoM. Moouguxamo-
pul cnaaticunza rena SMN2 noBbIIal0T 00pa30BaHKUE MOJTHOPA3MEPHOTO OerKa.
Hycunepcen (CnnHpa3a) — aHTUCMBICTIOBOM OJUTOHYKJICOTH/I, CBA3BIBAIOIINI-
csi co crieun(pruueckoil MHTPOHHOM MOCIIe0BATENbHOCThIO TpaHcKpunTa SMN2

n HOBBIHIaIOHII/Iﬁ BK/JIFOUYCHHC J3K30HA 7, 4TO YBCIMYMUBACT CUHTC3 IMOJIHOPA3MEP-
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Horo Oenka. Pucnunnam (OBpUCaH) KOPPEKTUPYET CIUTAMCUHT MPEaIIeCTBEHHHU-
Ka MaTpU4HON pUOOHYKJIEHMHOBOW KUCIOTHI SMN2, cMemmas 6anaHC OT MCKIIO-
YeHUs] K BKJIIOYCHHWIO JK30HA 7 W oOecrmeunmBasi oOpa3oBaHWE CTAOMIBHOTO

(YyHKITMOHATIBLHOTO OeJKa.

PernoHanbHbIA UEHTP HEOHaTaNbHOrO CKPMHWHIa
TecT Ha rOMO3WIOTHYIO Aeneumto 3K30Ha 7 reHa
SMN1 B BbICYLLUEHHbIX MATHAX KPOBK

; J,

BeinBneHa [ He BbifBNeHa ]
PedepeHcHbIn LEHTP Peaynbrar
MoaTeepxaeHue feneuunu 3K3oHa 7 reHa CKPWUHUHIa }
SMNT v onpeaeneHune yucna Konuii reHa OTpuULaTeNnbHbIu
SMNZ B 2 mn uenbHoi Kpoew ¢ SATA +
10 aHen |
[eneuuna 3K30Ha 7 reHa [Heneunsa akaoHa 7 reHa
SMN1 8 roMO3UroTHOM SMN1 B roMO3UroTHOM
COCTOAHWK NOATBEPXKAEHA cocToaHuu HE noaTeepxaeHa
I
Y L J v
' ™y I" o ™
< 3 KONUK 4 konuu > 5 Konu#
reHa SMNZ2 reHa SMNZ2 reHa SMNZ2
LN A L9 A
Y Y
- ™ s ™
HazHaueHue Peluenune Bonpoca o HabnwpeHuve u
naToreHeTU4eCKOoNn naToreHeTU4EeCKOoM naToreHeTu4yeckas
Tepanuu Tepanuu B Tepanus nocne
WHAWBMAYANBEHOM NposiBNeHus
nopsake KIMHUYECKNX
LN ’
CUMNTOMOB

Puc. 26. Airoput™M HEOHATAIBHOTO CKPUHUHTA MPOKCHUMAIbHON CHMHAIBLHOMN
MBIIIIEYHOM aTpoduu 5q.
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INEPBUYHBIE UMMYHOIE®UIINUTDBI

IepBuunbie uMMyHOAepUIIUTHI — rpynna Oosee 450 HacIeICTBEHHBIX
3a00sieBaHUM, O0YCIOBJIECHHBIX HApYLIEHUEM Pa3BUTHUS WK (QYHKIUH KIETOY-
HBIX U TYMOPAJIbHBIX 3B€HHEB MMMYHHOU CHCTEMBI.

Tskenas KOMOMHUPOBAHHAS MMMYHHAsl HEJOCTATOYHOCTb OOYCIIOB-
JeHa MyTalusMU TEHOB, oOecrneuuBaromux paszputhe M ¢QyHkuuio T- u B-
aumdonutoB (Tabn. 9). @opmbl KIacCUPUIUPYIOT O HAIMYHUIO WM OTCYT-
ctBuro T-numbornutoB (T—/T+), B-numpountos (B—/B+) u ecrecTBEeHHBIX KHUJI-

nepoB (EK—/EK+). Cymmapnas gactora coctaBisieT okojio 1:58 000 HOBOpOXk-

JICHHBIX.

Tabnuua 9
®opMblI THKET0 KOMOMHMPOBAHHOM UMMYHHOM
HEJOCTATOYHOCTH U ACCOLIMUPOBAHHBbIEC T'eHbI

I'en
®opma TH| T/B/EK JTHONATOreHe3
(1okaM3aNnuN)
Hapymenue curnajipHoro my-
X-CID IL2RG X | T_B+EK_ | ™ Y-UeNM pELENTOPOB HH-
(Xql13.1) TEPIAECUKUHOB —> OTCYTCTBHE

T-mamdoruToB u EK-kieTok

Hakomenne ne3okcHageHo-

ebuur ane- o
Aedun A ADA 3MHa — TOKCHUYECKOEe JeH-

HS:ZI;I:IH%H (20q13.12) AP | T-B-EK= | e na MUMQpOLUTEl — OT-
8 cyrctBue T-, B- u EK-knerok
gilgfm RAGI (11p12) | AP | T-B-EK+ | Hapymenue V(D)J-
Teduuur peKOMOWHAIIMK —  OTCYT-
RA qu RAG2 (11p12) | AP | T-B-EK+ | ctBue T- u B-nmumdoruron

JAK3 Hapymenne nepenaun curna-
Heduuut JAK3 AP | T-B+EK- | ma or y-uenu peuentopos —
(19p13.11)
orcyrctBue T- u EK-kiieTok

Hapymenue curnana ais co-

IIE;I’I{‘;IHT IL7R (5p13.2) | AP | T-B+EK+ | 3pesanus T-TMMQOLHTOB —
OoTCyTCTBUE T-KIIETOK.
PTPRC Hapymenne axtuBanum T-
—B+EK+
Jleduuur CDA5 (1q31.3-q32.1) AP | T-B+EK KJIETOYHOT'O perenrTopa
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IIpooonoxcenue mabn. 9

®opma I'en TH | T/B/EK JTHONATOreHe3
(1oxanu3anuA)
CD3G
Hedunur CD3y (11q23.3) AP | T-B+EK+ | Hapymienue ctpyktyps T-
D3 E KJIETOYHOTO PEIENTOPHOTO
Hedumut CD3e AP | T-B+EK+ | koMIuiekca — oTcyrcTBHE T-
(11923.3) TuM(dOIIUTOB
Jleduuur CD3C | CD3Z (1q24.2) | AP | T-B+EK+ I
Hedpunut Co- CORO14 AP | T_BAEK+ Hapymenue BoixuBanus T-
roninl A (16p11.2) KJIETOK
Hepuut DOCK?2  RAEK4+ Hapymenne murpanuu u ax-
DOCK2 (5g35.1) AP | T-BFEK THUBAIUU JTUM(OIIUTOB
Hedbumur DNA PRKDC  R_FK+
PKCs (8q11.21) AP | T-B-EK Ha enue penapanuu JJHK
pym penap
Hedbumut — 010k pazButus T- u B-
DCLREIC D((lj](;RgI)C AP | T-B-EK+ | numdoruToB
(Artemis) p
Aebmurr Cer- | yppyr (2q35) | AP | T-B-EK+
nunnos
Aedmunt IHK-1 /154 (13433.3) | AP | T-B-EK+
nurassl [V
Hapymienue sHepreTuueckoro

p Has oOMeHa B TeMOIIOATHYECKHIX

;zﬁgggjﬁﬂ AK2 (1p35.1) T-B-EK- | kiieTkax — OTCYTCTBHE JIMM-
A (GOUIHBIX U MUEOUTHBIX

KJICTOK

Kiunuveckue nposiBjieHUs BKJIIOYAIOT paHEE Pa3BUTHE JUAPEU U CUH-
IpoMa MalibabcopOIuu, 1epMaTuTa, MHPEKINI KOXHU U CIU3UCTHIX (KaHAUA03),
a Takke MHOEKIMI JbIXaTeNbHBIX MyTel. XapakTepHO Pa3BUTHE T'€HEpPaIU30-
Ba"HOU BIDK-undexnuu nocne BakuuHaiuu. Bo3MoXHO pa3BUTHE CHHIpOMA
MPYKUBJICHUS MATEPUHCKUX JTUMQPOIUTOB, 00YCIOBICHHOTO Mposindepanuein u
MMMYHHOM aTaKOW MaTepUHCKUX MMMYHOKOMIIETEHTHBIX KJIETOK HAa TKaHU pe-
OeHka.

JImarnocruka ocHoBaHa Ha omnpeaeaeHuru MeToioM [P BHeKIeTOUHBIX
koJbleBbix Mojnekyn JIHK, gopmupyromuxcs B npornecce nuddepeHImpoBKI
T-xnerounoro (TREC — T-cell receptor excision circle) u B-knetounoro
(KREC — Kappa-deleting recombination excision circle) perentopoB aumdo-

uutoB. [Ipy HEOHATAIBHOM CKPHWHHHIE BBISBILIOTCA HyJeBble 3HaueHus TREC
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U HyJeBble uinu HopMmanbHble 3HaueHuss KREC B 3aBucumMocTu ot gopmel 3a60-
neBanus (Taou. 8).

JleueHue BKIIIOYAET IKCTPEHHYIO TOCIUTAIU3AIMIO C U30JISIIIUEH HalieH-
Ta B CTEPUJIbHBIX YCIOBUSX, MPOBEICHUE NHTEHCUBHON MPOTUBOUH(EKIIMOHHON
Tepanuu (aHTHOAKTepUAIbHBIC MpenapaThl MUPOKOTO CIIEKTPa, OMCENTO, TIPO-
TUBOTPUOKOBBIE U TPOTUBOBUPYCHBIE CPEJICTBA) U MAKCUMAJIBHO paHHEE MPOBE-
JICHHE TPAHCIUIAHTAIIMU TEMOTIO3THYECKUX CTBOJIOBBIX KJIETOK.

Cunapom u/lxkopaxu (cuHApoM aenenuu 22-i XpOMOCOMBI) — 3a00-
JeBaHue, oOyCIIOBJICEHHOE JIeNielel ydacTKa JIJIMHHOTO Tuieya 22-H XpoMOCO-
Mbl. YacroTa 1:4 000-1:6 000 HOBOPOXIACHHBIX. DTUOMATOTEHE3 UMMYHOIE(PU-
[IATAa CBSA3aH C THIOIUIA3WEH MM aria3ueil BUJIOYKOBOM JKeJIe3El.

Kiannnyeckue nposiBjieHUsl BKIIOYAIOT aHOMAJIMH JIMIIEBOTO CKeleTa (B
TOM YHCJIC paCIeNIMHY TBEPAOro Heba), BPOKJACHHBIE MOPOKH Cepilla, TUIo-
KJIBIIUEMHUIO BCIICJICTBUE TUIOIIA3UHU MAPAIIUTOBUIHBIX JKEJIE3.

/IMarHOCTHKA: NpPU CKPUHUHIE BBISABISECTCS Pa3IUYHAs BBIPAKEHHOCTH
HapylIeHU UMMYHHOW CUCTEMBI: OT HyJIeBbIX 3HaueHnd TREC mpu HOpMmanib-
HbIX 3HaueHusIX KREC 10 MUHMMaNbHBIX UMMYHOJIOTUYECKUX H3MEHEHUH.

JledyeHne BKJIIOYAET 3aMECTHUTEJIbHYIO TEpaANUi0 MMMYHOTJIO0YJIMHAMU

(BHYTPMBEHHO WJIM MOJKOXHO) U MPOBEACHUE MPOTUBOMH(PEKIIMOHHON TEPANHH.

X-CHEIJIEHHASA AJIPEHOJIEMKOJUCTPO®US

X-cuemieHHast anapenoneiikoguctpodus (X-AJIl) — HaciencrBeHHOE
HapylleHne oOMeHa BelIecTB, 00ycioBleHHOe MyTtauusmMu reHa ABCDI, co-
MIPOBOKIAIOIIEECs MTOPaKEHUEM IIEHTPaIbHON U nepudepruueckoil HEpBHOM CH-
CTEMBI, a TAKXKE HAJAIOYECYHUKOB. THUI HACIIENOBAHUA — X-CLEIUICHHBIN peLec-
cuBHbIi. YacTota — 1:17 000 cpenu HOBOPOKIEHHBIX MAJIBUYUKOB.

Amuonamozenes: ren ABCDI (Xq28) xogupyer 6enok ALDP, obecme-

YUBAIOLIUKA TPAHCIIOPT OYEHB JUIMHHOIENOYEUHbIX KUPHBIX KuciaoT (OJLIKK)
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B nepokcucoMbl. Mytanuu B rene ABCDI npuBOAAT K HapYyLIEHUIO MEPOKCH-
coMalIbHOM Jierpananuu 1 HakorieHuto HackimeHHbix OJIIDKK, noctynaronmx
C MUIIEH U CUHTE3UPYEMBIX B OPraHU3ME.

C yuéToMm KIMHMYECKHX MPOSBIICHUM, BO3pacTa Je00Ta U CKOPOCTU TPO-
IpPeCcCUpOBaHUs BBIIETSIOT HECKOIbKO hopm X-AJI/I.

Jlemckasa uepeopanvnasa ¢popma manudectupyet 1o 10 ner. HeBpomoru-
YECKHE U MCUXUYECKHE HapyIleHUs (TUIMEepaKTUBHOE UM ayTUCTUYECKOE MOBe-
JICHHE, arpeCCHUBHOCTb, TPYAHOCTH OOYYEHHS, CHIDKCHHE NaMSITH, ACPUIUT
BHUMaHMs, IPOrpPECCUpPYIOasl JEMEHLHs, HapyLIEHUE IOXOAKH) OOBIYHO
MPEANIECTBYIOT KIMHUYECKUM U JaOOpaTOPHBIM MpPU3HAKAM HAANOYECUHUKOBOM
HegoctatoyHocTh. [lo Mepe mporpeccupoBaHus (GOPMHUPYIOTCS CIIACTHUYECKHIA
TeTpanapes, CJIenora, rIyxoTa U CyJJOpOrd, pe3UCTEHTHbIE K TPOTUBOAIUIIEITH-
yeckolt tepanuu. FOnoweckaa yepeopanvnan ¢popma (10-20 net) no kKivHAYE-
CKOM KapTHHE CXOJIHA C JIETCKOW: MPOrpecCUpyronas I1eMEeHIMs, CIaCTUYECKHUM
TeTpanape3, CHUKEHUE OCTPOTbl 3PEHUSI U CIyXa, CYIAOPOXKHBIA CHHAPOM.
B3pocnas uepeopanvnas ¢popma Bcrpedaetcs peako (okoio 3%), nedroTupyer
nocie 20 ner. HayanbHbIMH MPOSIBIEHUSMU MOTYT OBITh MPOTPECCUPYIOIIAS
AeMeHIUs, 30 PEHONOA00HBIN CUHAPOM, nucharvs, HapylIeHUs 3pEHHUS.

Aopenomuenoneeponamus — HauOoyiee yactas QopMa y B3POCIBIX
(12-50 net). 'unepnurMeHTaIs KOKU MOKET OTMEYAThCs C IETCTBA; BIOCIE/-
CTBUM PAa3BUBAIOTCS HAANMOYEYHUKOBAs HEIOCTATOYHOCTh, HWKHHI Tapamnapes
WM TeTparape3, IMOCTENEHHOE CHM)KEHHE BCEX BHJIOB YYBCTBHUTEIBHOCTH,
HapyleHus (PyHKIUU Ta30BbIX OPraHOB, SMOLIMOHAIBHBIE U JIETIPECCUBHBIE pac-
CTPOWCTBA, PaHHSS AIOTNECHHUS.

H30nuposannan HAONOYEYHUKOBAA HEOOCMAMOYHOCMb BBISBISIETCS
npumepHo y 10% narueHToB; XapakTepHbl runeppedieKcus, CHIKeHe BUOpa-
[IUOHHOW YYBCTBUTEIIBHOCTH B HHUXHUX KOHEYHOCTSX, HHTEJUICKTyaJIbHbIC
HapyuieHusi. beccumnmomnan gpopma (oxono 10%) xapakrepusyercsi HaIUIU-

€M OMOXMMHMYECKOro JAe(eKTa MpU OTCYTCTBUM KIMHUYECKHX MPOSBICHUMN.
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Amunuunan gpopma NpoSABASETCA U30JIUPOBAHHON MO3KEUYKOBOW CUMIITOMATH-
KOM ¢ IpU3HAKaMH HA/IMOYECYHUKOBOW HEJIOCTATOUYHOCTH HIIM O€3 HUX.

VY 2emepo3uzomnpix HocumenbHuy KIMHUYECKUE MPOSIBICHUS BO3MOXK-
HbI B Bo3pacte 3540 net. [Ipu TAKETOM TE€UEHHH CHMITOMATUKa COITOCTAaBHUMA
c iepeOpaibHBIMU (hOpMaMu, IPU YMEPEHHOM — C aJIpEHOMHEIIOHEBPOIaTHEN.

Juacnocmuxa: ¢ 2026 roga nNpoBOAUTCS HEOHATAJIbHBIM CKPUHHUHI Ha
BbIsiBJIeHUE MNoBbIIeHHOr0 ypoBHS OJILDKK. IloaTBepxneHne nuarno3a OCHO-
BaHO Ha OOHApY>KEHUHU B TIa3ME€ KPOBH, SPUTPOLIUTAX, JTEHKOLUTAX U KYJIbTYype
KOKHBIX (uOpoOracToB nmoseimieHHONW koHueHTpauun OHALDKK, npexzae Bcero
Terpako3anoBoi (C24:0) u rexcakozaHoBoit (C26:0) KUCIOT, a TaKKe yBeJInuye-
Hus cooTHomeHut C24:0/C22:0 u C26:0/C22:0. Ilpu snexkrponeitpoMuorpaduu
BBISIBIIIETCS. AKCOHAJIbHAS WJIM CEHCOMOTOpHAs nosimHernponatus. MPT ronos-
HOTO MO3ra IpHU KJIACCHYECKOM BAapUAHTE JEMOHCTPUPYET CUMMETPUYHOE IIO-
BBHIIIICHUE CUTHAJIa OT OEJIOro BellecTBa TEMEHHO-3aThUIOYHBIX 00JacTeil B pe-
xuMe T2W mnpu MHTaKTHBIX MOAKOPKOBBIX cTpykTypax (Puc. 28). JIHK-
JIMarHOCTUKA MO3BOJISIET BBISIBUTHh MyTaunu reHa ABCD].

Jleuenue: B HacTOsAIEE BpEMsI OCHOBHOM METOJI JICYEHHS] — TPAHCIUIAH-
Talusl TEMOIOATUYECKUX KeTOK. /[uerorepanus ¢ orpanmyeHuem OJILDKK, a
TaKke MpUMeHeHne cMecHu 3pykoBoil (C22:1) U 0J1€eMHOBOM KUCIOT B COOTHO-
meHnn 1:4 («vacno JlopeHuo») mis noaaBieHus 3HAOreHHoro cuure3a OJ1-
[KK HEe mpoeMOHCTPUPOBAIIM 3aMEJIEHUS MTPOTPECCUPOBAHUS HEBPOJIOTHYE-
CKUX M HAJIIOYCYHUKOBBIX HAPYIICHUN y MAIMEHTOB ¢ MaHu(ecTHbIMU (hopMa-

MU 3200JI€BaHUA.
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Puc. 27. CI/IMMeTpI/ILIHOC TTOBBIIIICHUE CHUTHajIa OT Oeyoro BCIICCTBA TCMCHHO-
3aTbUIOYHBIX PCTHUOHOB IIPH X-CI.[GHJ'I@HHOﬁ aﬂpeHOHeﬁKOHHCTPO(l)HH.
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KOHTPOJIBHBIE BOITPOCBI

1. Kakuie ocCHOBHbIE HampaBJIeHUs] MPOPUIAKTHKN HACTIEACTBEHHOH MaTo-
noruu Beiaenstotr? (OITK-5)

2. B yem 3akmrouaroTcsi IepBUYHAS, BTOpUYHAS U TpeTUYHas npoduiak-
THKa HacJaeACTBeHHBIX 3a00aeBanuii? (OIIK-5)

3. KakoBbl 1€ W 3a/1a4d MEIUKO-T€HETHYECKOIO0 KOHCYJIbTUPOBAHMUS?
(OIIK-5)

4. Kakue 3Tambl BKIKOYAET MPOLECC MEAUKO-TEHETUYECKOTO KOHCYJIbTH-
poBanus? (I1K-5)

5. Kak paccunThIBaeTCS TEHETUYECKUM PUCK U KAK OH MHTEPIIPETUPYETCS
st cembu? (I1IK-5)

6. Uto BKJIIOYAET MEPUKOHLEIIIUOHHAA MPO(UIAKTHKA HACIEACTBEHHBIX
3aboneBanuii? (OIIK-5)

7. KakoBa poiib ¢oJIaTHOTO CTaTyca U JIPYyrux MoaudUIupyemMbix GhakTo-
pOB B nepuKkoHIenuoHHoN npodunaktuke? (I1K-6)

8. B 4eMm CymHOCTh NPEMMIUIAHTALIMOHHOTO T'€HETUYECKOT0 TECTHPOBA-
Hus (III'T)? Kakue Buapl [II'T BBIIETSIOT M B KaKUX KIMHUYECKUX CHUTYAIIHSIX
onu npumenstotca? (I1K-6)

9. Kakue 3amaun pelaer npeHarajibHas AuarHoctuka? KakoBbl mokasa-
HUS K TPOBEAECHUIO NpeHaTanbHoU nuarnoctuku? (ITK-5)

10. Kakue HemHBa3MBHBIE METOJbI MTPEHATATBHON TUATHOCTUKU HCHOJIb-
3ytoTcs B KiuHudeckoi npaktuke? (OITK-5)

11. B yem 1narHoCcTUYECKrME BO3MOXKHOCTH U OTPAHUYEHHUS YIbTPa3BYKO-
Boro ckpununra? (I1K-5)

12. Yto mpexncraBiasieT co0OW HEWHBA3WBHBIA TPEHATANBHBIN TECT
(HUIIT)? KakoBbl €ro BO3MOKHOCTH U OTPAaHUYEHHS MIPU BBIABICHUH XPOMO-
comHubIx anHomanmii? (I1K-5)

13. Kakne mHBa3uMBHBIE METOAbl NPEHATAJIBHONW ITHATHOCTUKU TPUMEHS-

10Tcs U B ueM ux paznunuusa? (I1K-8)
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14. KakoBbI pUCKH OCIOKHEHUH MPU MPOBEICHUN MHBA3UBHBIX MPOLIETYD
(amHuornenre3, ouorncus xopuona)? (IIK-11)

15. Kakue XxpomMocoMHBIE aHOMANIMKM HAuOOJiee YacTO BBIABISAIOTCSA TMPHU
npeHatanbHol auarnoctuke? (OITK-5)

16. KakoBbI IUTOT€HETUYECKUE U MOJIEKYJISIPHBIE METOJbl JUATHOCTUKH
xpoMocoMHbIX HapymeHuit? (I1K-5)

17. B yem npuninun merona FISH u kKakoBbI €ro I1MarHoCTUYECKHUE BO3-
MoxkHoctHu? (ITK-5)

18. Korga npennoururensHo ucnonb3oBate FISH no cpaBHeHuto ¢ apy-
rumu Metonamu? (I1K-5)

19. Uto Takoe XpoMOCOMHBIA MUKpoMaTpuuHbii aHanu3 (CMA) u kakue
M3MEHEHUS OH 1M03BoJIsieT BhIsIBUTH? (I1K-5)

20. KakoBel mpeumyniectsa u orpannyennss CMA 1o cpaBHEHMIO C Kiac-
cuyeckuM kapuotunupoBanuem? (I11K-5)

21. Kakue metobl cexkBeHupoBanusa JIHK ucnonp3ytorcs B MEIUITUHCKOM
TrE€HETUKE U B yeM paznuuusa mexay Humu? (OI1K-5)

22. Kak ocCylecTBISIETCI MOHUTOPUHI BPOXIEHHBIX MOPOKOB Pa3BUTHS
Ha nonyasiuuoHHoM ypoBHe? (OIIK-5)

23. KakoBsI 11e511 ¥ MPUHITUIIBEI HeoHaTanbHOTO ckpuHuHTa? (OITK-5)

24. Kakue KpUTepuHr OMPEAeIaOT BKIIOUEHUE 3a00JIEBaHMs B IPOTPAMMY
HeoHaTtanbHOro ckpununra? (I1K-5)

25. Kak ocymiecTBisieTcst 3a00p ¥ TPaHCHIOPTUPOBKA MaTepuana Jijisi Heo-
HatanbHOro ckpuHunra? (OIIK-5)

26. KakoBbl MmartoreHe3 M KJIMHUYECKHUE MPOSIBICHUS (PEHUIIKETOHYpPUU?
(ITK-6)

27. Kakue ¢hopmbl runepdeHunaIaHiHEMUH BBIJEISIOT U KaK IPOBOIUTCS
ux nuddepennuanbuas nuarnoctrka? (ITK-8)

28. KakoBbl MNPUYUHBI M TOCIEACTBUS BPOKICHHOTO THUIIOTUPEO3a?
(ITK-11)

29. B yeM MoneKkyIsipHO-TeHeTHYEeCKast ocHOBa MykoBuciuao3a? (I1K-6)
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30. KakoBbl OMOXMMHUYECKHE MEXAHU3Mbl TATAKTO3EMUU U €€ KIMHHUYE-
ckue npospieHus? (I1K-8)

31. B yeM 3akiodaeTcsi MaTOreHe3 aJApPEHOTEHUTAILHOrO CUHApoMa?
(TIK-6)

32. Kak mposiBisieTcsl HEJOCTaTOUHOCTh OMOTHUHHUAA3bl U KAKUE METObI
nuarHoctuku npumenstores? (I1K-8)

33. B dyem paznuuue MeXIy HEeIOCTAaTOUYHOCThIO OMOTHMHUAA3bl U HEIO-
CTaTOYHOCTBIO CHHTETa3bI Tojokapookcmnas? (ITK-6)

34. KakoBbl ocobeHHOCcTH TUpo3uHemuu U ee tunos? (ITK-11)

35. Yro npencrapisier co0oil neiuHo3 (00JIe3Hb KJIEHOBOTO CHUpOIa) U
KaKOBBI ero MeTabonuyeckue mocueactsus? (I1K-6)

36. KakoBbl maToreHe3 M KIWHHUKAa MPOMHUOHOBOM M METHJIMAJIOHOBOM
anunemuii? (IIK-11)

37. Kakue HapyiieHus jexaT B ocHOBe TiryTtapoBoit anmaemun? (ITK-8)

38. Kakue tumbl HapymieHud oOMEHa >KUPHBIX KHCJIOT M3BECTHBI U Kak
onu nposisitores? (ITK-11)

39. B yem 3akmrouaercs natoreHe3 romoructunypuun? (I1K-6)

40. Kakue pepmeHTHBIE Ae(DEKTHI JISKAT B OCHOBE HapYIICHUM ITUKIIa MO-
yeBuHbI? (ITK-6)

41. KakoBa reHernyeckas OCHOBa CIHMHAJIBHOW MBIIIIEYHON aTpodun?
(ITK-8)

42. Kakue ¢Gopmbl MEPBUYHBIX HUMMYHOAEC(PHUIIUTOB BBISBISIOTCA MPHU

HeoHaTaibHOM ckpununre? (ITK-11)
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TECTOBBIE 3AJIAHUS

TecToBble 3aJaHNs 3aKPHITOT0 THIA
Buvibepume ooun npasuivHwuilti omeem.
1. IPABUJIBHOM ITOCJIEJOBATEJIBHOCTBIO JEMCTBUU IIPU I1PU-
I'OTOBJIEHMN XPOMOCOMHOI'O TIPEITAPATA SBJIAETCA HAKOII-
JIEHUE KJIETOK B CTAAUU META®A3BI, TUTIOTOHNYECKAS OBPA-
BOTKA KJIETOYHOH KYJIbTYPHI (OITK-5)
a) pukcanusa kieTok, aud@epeHInanTbHOe OKpallliBaHUE XPOMOCOMHOTO
npenapara, pacilaCTbIBaHUE XPOMOCOM Ha MPEAMETHOM CTEKJIE
0) pukcaiusa KIJIETOK, paciylacThIBAHHUE XPOMOCOM Ha MPEIMETHOM CTEKJIIE,
g depeHnrnanbHOe OKpalluBaHUE XPOMOCOMHOTO Mpenapara
B) pacIlaCThIBAaHHUE XPOMOCOM Ha TMPEAMETHOM CTeKIe, (UKcamus KIETOK,
muddepeHnranpHOe OKpalTiBaHUE XPOMOCOMHOTO Tpernapara
I') pacIylacThIBAaHUE XPOMOCOM Ha MPEIMETHOM cTekiie, nuddepeHimaibHoe

OKpalllMBaHUE XPOMOCOMHOTO Ipenapara, (pukcanus KJIEeToK

2. OTPAHMYEHMEM B WUCIIOJBb30BAHUN MATPUYHOI CPABHU-
TEJIbHOM TEHOMHOM T'MBEPUINM3AIINU (aCGH) ABJISETCA (IIK-5)
a) HU3KUI YpOBEHb pa3pelieHus
0) HeCIOCOOHOCTH BBISIBIIATh MUKPOAYIUIMKALIMA XPOMOCOM
B) HECTIOCOOHOCTD BBISIBIIATH COAJTaHCUPOBAHHBIE CTPYKTYPHBIE TIEPECTPONKHU
XpOMOCOM

F) HECIIOCOOHOCTH BBISBIATH AHCYIIION NN

3. HWXHAA TPAHULIA YPOBHSA PA3PEILIEHUA TP KAPUOTUIINUPO-
BAHUN JUODOEPEHIUMAJIBHO OKPAIIEHHBIX XPOMOCOMHBIX
[TPEITAPATOB COCTABJIAET (IIK-6)

a) 1 MIJITMOH TIap OCHOBaHUU

0) 5 MUJJIMOHOB Map OCHOBaHUI

B) 500 ThICSIY Map OCHOBAHMIM

r) 20 MWITMOHOB NIAp OCHOBaHUM
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Ycemanosume coomeemcmeue medicoy 08yms epynnamu.
4. YCTAHOBUTE COOTBETCTBUE MEXIY HACJEACTBEHHbIMI
BOJIEBHAMU U METABOJIMTAMU, OIIPEJEJIIEMBIMU B XOJE
HEOHATAJIBHOI'O CKPUHUHTI'A (TIK-8)
1) penunkeTonypus
2) rajJlakTo3eMHus
3) BPOKJICHHBIN TUTIOTUPEO3
4) aapeHOreHUTAIIbHBIN CUHAPOM
5) MyKOBUCIIH103
a) IMMYHOPEAKTUBHBIN TPUIICHH
0) peHunanaHuH
B) peHmnupyBat
r) oO11ast rajjlakTo3a
1) TAPEOTPOITHBII TOPMOH

e) 17-rugpokcunporecTepox

TecToBBbIE 3aJaHUSI OTKPBITOI0 THIIA
Jlononnume.
1. METOJ], COBMEIIAIOIINIT AHAJIN3 XPOMOCOMHBIX 1 MOHO-
T'EHHBIX MYTALIMN ITPU ITPEMMIUIAHTALIMOHHOM T'EHETHYE-
CKOM TECTUPOBAHUNU, HA3SBIBAETCA  (OIIK-5)

2. MOJIEKYJISIPHO-IIUTOTEHETUYECKASI TMATHOCTUKA MHKPO-
JTIVTUTMKAITMOHHOTO CUHAPOMA BO3MOJXHA C TTOMOII[BIO
(TTK-8)

3. TIPU KYJIbTUBMPOBAHUU B IUTATEJIBHON CPEJIE C JIOBABJIE-
HUEM OUTOI'EMAIT/IIOTUHMHA ITPOUCXOAUT ITPOJIMOEPALIA
_ (IIK-3)

4. TIPU JIOBABJIEHUM KOJXUIIMHA TIPOMCXOJUT OCTAHOBKA
MUTO3A HA CTAUU (TTK-6)

5. CAMASI YACTASI ®OPMA AJIPEHOTEHUTAJILHOI'O CUHJPOMA,
HA KOTOPVIO MPUXOAUTCS BOJIEE 90% BOJIBHBIX, CBSI3AHA C
JIEOULIUTOM (TIK-11)
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6. XAPAKTEPHBIM TIPM3HAKOM JIEMIIMHO3A SIBJISETCS
(TTK-8)

7. MEKOHUAJIBHBI MJIEYC MOXET SIBJISITBCSI OCJIOKHEHUEM
(TTK-11)

8. PA3BBUTUE KATAPAKTBI ¥V BOJIbHBIX T'AJIAKTO3EMHMEM CBSI3A-
HO C U3BbITOYHLBIM COAEPXXAHUEM B XPYCTAJIUKE I'JTA3A
(IIK-1T1)

9. TIPU HAJIMYNU 3AIEPKKU TICUXWYECKOI'O PA3BUTHS, DKC-
TPATIUPAMUIHBIX CHUMIITOMOB, XAPAKTEPHOI'O 3ATXJIOI'O
(«MBIIIIMHOT O») 3ATIAXA TEJIA, DK3EMBI M CHUKEHUS TTUTMEH-
TALIMY KOXXU 1 BOJIOC V TAITMEHTA HEOBXOJIMMO NCKJTIOUATD
_ (TIK-11)

Bcmaesvme nponywennoe cnoso.
10. HEOHATAJIbHBIN CKPUHUHI HA TUPO3MHEMUIO I TUIIA IIPO-
BOJUTCS IIYTEM OIIPEJIEJJEHMS  METOJIOM TAHJEMHOU
MACC-CIIEKTPOMETPUMU (11K-6)

11.  PACCMATPUBAETCA KAK BAPUAHT IIPEXIEBPEMEHHO-
'O IIOJIOBOI'O PA3BUTHUA I1PU NEKOMIIEHCHMPOBAHHOM IIEP-
BMYHOM T'MIIOTHUPEO3E N XAPAKTEPU3VYETCA HECOOTBETCTBU-
EM MEXIY ITPU3HAKAMHM IIOJIOBOI'O PA3BUTHUA U YPOBHEM
[TOJIOBBIX CTEPOUOB (IIK-6)

12. BO3MOXXHOCTb HAJIMUMUS TO3AHENA ®OPMBl  CJIEAVET
VUUTBIBATDH Y ITALIMEHTOB C MUEJIOIIATUEI C TIOTEPE 3PEHUS
WJIN BE3 HEE, OCOBEHHO IPM OTCYTCTBUMU DODEKTA OT I'OP-
MOHAJILHOM TEPAIINH (TIK-8)
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CUTYALIMOHHBIE 3AJTAYUA

CuryaunonHas 3agaua Ne 1.

[Ipu mpoBeaeHNN MPEHATATHFHOTO CKPUHHUHTA 10 MAaTEPUHCKUM CHIBOPO-
TOYHBIM (haKTOpaM y OepeMeHHOM KEeHIIUHBI 00OHAPYKEHBI CJICIYIONINE TTOKa3a-
Tenu: anb(da-peTonpoTenH — HIKE HOPMbI, XOPHOHUYECKHUI TOHAIOTPOITUH —
BBIIIIE HOPMbI, HEKOHBIOTUPOBAHHBIN 3CTPHOJ — HHKE HOPMBI.

3aoanue:

1. Kakyto naTosioruto MoxxHo 3anoao3puth y mioga? (I1K-5)

2. Kakue nomoJiHMTENbHBIE OOCIEIOBaHUS HEO0OXOAUMO IpOBECTU?
(TTIK-6)

3. Kakue 3a6oneBanust Heo6xoaumMo uckiouuTh? (ITK-8)

CuryauunonHas 3axaqa Ne 2,

[TanmenTka 27 net obOpatuiach ¢ kajgo0aMu Ha OTCYTCTBHE OE€peMEHHO-
CTH U MEHCTpyauui. /lanHple aHaMHe3a: COCTOUT B Opake /iBa rojia, 3a 3TO Bpe-
Msi OepeMeHHocTell He Obuto. CIOHTAaHHOTO MEHapxXxe He OoTMedalioch. B
16-eTHeM Bo3pacTe Ha (oHE MprueMa KOMOMHHUPOBAHHBIX OpajbHBIX KOHTpa-
LENTUBOB HAOJIIOIATMCh KPOBOTEUEHHUSI OTMEHBI, MIOCJE MPEKPAIICHHs UX Mpue-
Ma BHOBb yCTaHOBWJIACh aMeHOpes. B panpHeliniemM k BpauaMm He oOpalianack.
[Io cmoBaMm Marepu, B HEOHATaJbHOM IIEPUOJE OTMEUYAIUCh OTEKU CTOII, KOTO-
pbI€ BIIOCIEACTBUM CaMOCTOSITEIBHO perpeccHupoBaii. B aeTcTBe mepenecna
HEOJITHOKpATHbIE 3Mu30/bl oTtuTa. JlaboparopHble mokaszarenu: (QpOJUIUKYIOCTHU-
MYJUPYIOUIMHA TOpMOH — 26 MME/Mi, NIOTEMHU3HPYIOUIUHA TOPMOH —
7 MME/min, Tecroctepon — 0,18 ur/mn. [To 7aHHBIM yIBTPa3BYKOBOTO HCCIIEO-
BAHMS OPraHOB MAJIOrO Ta3a ONPEAEIISIETCS YMEHBIIEHHAsA B pa3Mepax TuIonia-
3MpOBaHHAsA MAaTKa, paCIOI0KEHHAas KIepeau, SHAOMETPUN UCTOHYEH, SUYHUKH
BU3YAIIM3UPYIOTCS B BUJIE JINHEVHBIX TSKEH.

O6nexkTuBHO: poct 147 cM, Macca Tela U MHJEKC MacChl Tela COOTBET-

CTBYIOT HOpMe. OTMEUYaroTCs MIUPOKAs Tpy/IHAs KIETKa C IIUPOKO PacCTaBIICH-
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HBIMH COCKaMH, MHO>KECTBEHHbIE MUTMEHTHbIE HEBYCHI, BaJIbIycHas nedopma-
IS JIOKTEBBIX CYCTaBOB. ApTepHallbHOE JIaBJIcHHE Ha mpaBoi pyke 138/78 mm
pT. cT., HA roseHu 112/70 mMm pt. crt., yactora mynasca 74 B mMunyty. [lpu
ayCKyJIbTAllUM BBICIYIIMBAETCS MSTKUN CUCTOIMYECKHUI IIyM ciieBa OT TPyAu-
HBI.

3aoanue:

1. KakoB Hau6osnee BeposatHbii quaraos? (I1K-5)

2. Ha ocHOBaHMU KaKHUX KIMHUYECKUX JAHHBIX €ro MOXHO MPEAINoso-
xuTh? (ITK-6)

3. Kakue nonosHUTENbHBIE METOABl 00CIEIOBaHUS CIEIYET Ha3HAYUTH?
(ITK-6)

4. KakoB MpOrHo3 B OTHOLIECHUU PENPOAYKTUBHON (YHKIIMM JTaHHOM Ta-

uuentku? (I1K-8)

CuryanuonHas 3agada Ne 3.

[TanmenTka JI., 31 rox, odparuiack ¢ xxajiobaMu Ha 00JIM B BEPXHUX OT-
Jenax KuBoTa, ogHoKpaTHyto pBoty. Ha OKI' — noabém cermenTta ST B oTBe-
nenusix [, aVL, V4, V6. B cemeitHoM anaMmHe3e: IeaylliKa 0 MAaTEPUHCKOW JIH-
HUM yMEp CKOPOIOCTHXHO B 40 JieT, IPpUYMHY HE 3HAET; MaTh IEpEeHECsa UH-
dapkt Muokapza B 47 ner.

3aoanue:

1. KaxoB npenmnonaraemerii nuaruo3? (ITK-11)

2. Kakue HyxHBbI fonoaHuTenbHabie uccnenoBanus? (I1K-5)

3. C xakumu 3a00J€BaHUAMH HEOOXOAMMO MPOBOAUTH IUDPepeHIraib-
HbIi tuarno3? (ITK-6)

4. Kaxoe tpedyercs neuenue? (ITK-8)

CuryauuonHas 3agada Ne 4.,
[TanmenTtka A., 18 ner, oOpaTunack K THHEKOJIOTY JJisg mojadopa mepo-

panbHBIX KOHTpanenTtuBoB. [Ipu cOope aHamHe3a BBISICHUIOCH, YTO MaTh Mallu-
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eHTKU B Bo3pacTe 40 yer mepeHecnaa TpoMOO3 TIIyOOKMX BEH KOHEYHOCTEU U
yMmepia oT TpoMOOIMOJIUM JIESTOYHOUM apTepuu B 55 JeT.

3aoanue:

1. [Toka3aHO 1M TE€HETHMYECKOE TECTUPOBAHWE B JAHHOM CUTyaluu?
(ITK-5)

2. Ecnu nma, xak ero pe3ysibTaThl MOTYT MOBIHUATH Ha MOA0OP KOHTpAIIeI-

tuBoB? (ITK-8)

CuryannonHas 3agauya Ne 5.

B Menuko-reHeTMuecKyr0 KOHCYJIBTAIIMI0O OOpaTuiach ceMelHas mapa C
peOEHKOM 5 JIeT, y KOTOPOIro HEJaBHO Obljla IMarHOCTUPOBAHA TUIIEPTIIUKEMUSI,
MPOBEJAECHO MOJEKYISIPHO-TEHETUYECKOE TECTUPOBAHUE U BBISIBJICHA MYTAllUs B
reHe riaokokuHasbl. [Ipu cOope ceMeiiHOro anamHesa BBISICHSIETCS, YTO y Ipa-
nena, Aela U AU MajlbudKa M0 MaTepUHCKON JIMHUU CaxapHbIA nuabet, pas-
BUBLIMICA B Bo3pacte 0Kojo 45 ner. Co CTOPOHBI OTIAa CEMEHHAas OTATOIICH-
HOCTb IO JUa0eTy OTCYTCTBYET, XOTS Y CECTPhI OTIa ObLI reCTallMOHHBIN aHa-
0eT BO BpeMs HeJJaBHEH OEpEeMEHHOCTH.

3aoanue:

1. [IpaBbl 1M poauTENN, KOTOPHIE CUUTAIOT, YTO PEOCHOK yHAcJeI0Baj
nuadet ot matepu? (OIIK-5)

2. Kakoe neuenue nokaszano B ganHout cutyanuu? (I1K-8)
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ITAJIOHBI OTBETOB

JTaJIOH OTBETOB HA TECTOBbIE 3aJaHNSI 3AKPHITOr0 THIIA

1. 6 3. ©

2. B 4. 1—0;2—nr;3—m4—e;5—a
JTaJIOH OTBETOB HA TECTOBbIE 3aJaHUS OTKPBHITOI0 THIIA

1. KapuomanmnuHr.

2. MuUKkpoMaTpu4yHOi cpaBHUTENBHOM reHoMHo# rubpuan3zanuu (aCGH).

3. JlumdonuTos.

4. Metada3sbl.

5. 21-runpokcunassl.

6. 3amax KJIEHOBOr0O cUpoNa MOYH.

7. MykoBucuuao3a.

8. 'anakTuToNA.

9. M'unepdennnaTaHMHEMHIO.

10. CykunHnianeToHa.

11. Cungpom Ban-Buka-I"pomOaxa.

12. HegoctatoyHOCTH OMOTUHHUIA3EI.

ITaJIOH 0TBETOB Ha CUTYallMOHHBIC 3a1a491

CuryauuonHas 3agada Ne 1.

Onucannelii npoduits (CHUKEHUE anbdhadeTonpoTerHa U HEKOHBIOTHPO-

BAHHOTO 3CTPHOJIA, OBBIINIEHUE YPOBHS XOPHUOHHUYECKOIO TOHAJOTPOINKMHA) Xa-

pakTepeH AJid BBICOKOTO prcka Tprucomuu 21 (cunapoma [layna) y mioga. Takue

PE3YJIbTAaThI ABJIAIOTCA IIOKA3aHHUCM OJIA WHBA3MBHOM JAUAarHOCTHUKHU (aMHI/IOHeH-

T€3) C MOCJIEAYIONUM KapuoTUIMpoBaHueM. HeoOXxonuMo UCKITouaTh Ipyrue

BPOXICHHLIC IMOPOKH, INIALNCHTAPHYIO HCAOCTATOYHOCTBL, 3aJCPXKKY Pa3BUTHUIA

jIoaa.

CuryaunonHas 3agaua Ne 2.

Haubonee BeposiTHbIN quarHo3 — cunapom IllepemeBckoro—TepHepa.

IlepBruHass amMmeHOpesl BCIEACTBUE OBAPUAIBHOM HEIOCTATOYHOCTH, HU3KOPOC-
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JIOCTh, BaJbI'yCHas JAe(popMalius JOKTEBbIX CYCTAaBOB, IIUPOKas TPyIHAS KIIETKa
C TUNEPTETOPU3MOM COCKOB, aHOMAJIUU CEp/la, a TAKXKe yKazaHue Ha Jumda-
TUYECKHE OTEKM B HEOHATAIBHOM IEPHOJE MPEACTABIAIOT COO0M TUMMYHBIN
dbeHoTun naHHoro cuHapomMa. HeoOxonmMo mpoBeleHUE KapuOTHIIHPOBAHMS,
JKeJaTelIbHO C UCCIEAOBAaHMEM PACIIMPEHHOr0 yuciaa MeTada3zHbIX MIACTUHOK
W/WIA aHaNU3 KJIETOK IPYrod TKaHW HJISl MCKIIOYEHUS MO3andHOH (HOpMEL.
Hanuune mo3amyHoro BapuaHTa kapuotumna 45,X/46,XX Morjao Obl 0OBSICHUTH
cialble MPU3HAKU ACTPOTEHOBOM CTUMYIISIIIMM Ha (oHEe mpuémMa KOMOUHHUPO-
BaHHBIX OpPaJbHBIX KOHTPALENITUBOB. bepeMEHHOCTh BO3MOXHA C IPUMEHEHHEM
BCIIOMOTATEIbHBIX PENPOAYKTUBHBIX TEXHOJOTHH C JOHOPCKMMH OOLIMTAMH,
CIIOHTaHHasi OEpPEMEHHOCTbh BCTPEYAETCSl PEIKO, OJTHAKO HE HCKIIIOYEHa, 0CO-
OCHHO MPU MO3aMYHOM BapHUAHTE KApUOTHUIIA.

CuryanuonHasi 3axada Ne 3.

Haubonee pacnpocTpaHeHHOW NpPUYUMHOW CEpIEYHO-COCYAMCTHIX Kara-
CTpo( y MOJOABIX MHAIMEHTOB SIBIISIIOTCS CEMEWHBIE TUIEPXOJIECTEPUHEMHUHM.
HeoOxoqum OnMOXMMUYECKUI aHanu3 KpPOBH (JIMIKMJOTPAMMA): OIpEAeTICHHUE
oOwero xonecrepuna, xonecrepuna JIITHIT u JITIBIL, Tpurnuuepuaos; KopoHa-
porpadus; Y3U OpaxuonedalibHBIX COCYJIOB U apTepUil HUIKHUX KOHEUHOCTEH;
JHK-nuarnoctuka ¢ omnpenenenueM myrtamui B reHax LDLR, APOB, PCSKY,
LDLRAPI. Tlpu BBIABICHHH BBICOKMX YPOBHEW o0miero xosjectepuna (Ooisee 8
MMoutb/i) U xonectepuna JIITHII (Gonmee 5 mMoub/i1) HEOOXOIUMO MPOBOAUTH
mudpepeHInanbHy0 JMarHOCTUKY CO BTOPUYHBIMU JTUCIUNIUAEMUSMHU (OKUpe-
HUE, caxapHbld aUa0deT, XPOHWYECKHM MaHKpPEaTUT, MEPBUYHBIMN OWIMAPHBIMI
UpPpO3, MOYEYHAsT HEIOCTATOYHOCTh, HE(YPOTUYECKUN CHHIPOM, THUIO- JTUOO
TUIEPTUPEO03, IPUEM JIEKAPCTBEHHBIX MpenapaTtoB — OeTa-0JI0KaTOphl, TIIIOKO-
KOPTUKOUJBI U 1Ip.). Jleuenne komriuiekcHoe: Moaudukanus odpas3a Ku3HH (OT-
Ka3 OT KypeHHs], TueTa, yMepeHHble (PU3NYECKUEe HArpy3Ku + JIMMUJOCHUXKAIO-
mias tepanus (cratunbl, MHTHOUTOPBHI PCSKO, cexBecTpaHThl AKETUHBIX KUCIIOT,

93eTUMUO0).
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CuryanuonHas 3agada Ne 4.,

Onpenenenue Mmytanuil 1s6025 B rene F5 (neiineHckas MyTaiusi) u
1s1799963 B rene mporpoMOuHa F2 MO3BOJMUT OLIEHUTH PUCK PAa3BUTHS TPOM-
005MOIMUECKUX OCTIOKHEHUI MPU UCTIOIB30BAHUH TIEPOPATBHBIX KOHTpAIeNTH-
BOB. BBIsIBIIEHHE T€TEPO3UrOTHOTO HOCUTENBCTBA MYTALMM B 3TUX JIOKycax Oy-
JIET CBUJIETEIHCTBOBATH O TIOBBIIICHUN prcKa TpoMOodmmmu B 3—7 pas, roMo3u-
rotHoro — B 80 pas.

Curyanuonnas 3agaya Ne 5.

MyTanuu B reHe TIIIOKOKWHA3bl YacTO COMPOBOXKAAIOTCS pa3BUTHEM Oec-
CUMIITOMHOW TUIEPIIIMKEMHH, KOTOpasi BBIABISIETCA CIy4YailHO MpPU AUCIAHCE-
puzanuu. ['ecTaimoHHBINA TUa0EeT y CECTPhI OTIA YKA3bIBAET HA TO, YTO MYTalUs
MorJja nepeaarbcs peOeHKYy MO OTHOBCKOM JuHUM. CHEelUaNbHOTO JICYEHHsS B
JAHHOW CUTyalluH He TpeOyeTcs, TaK Kak JOCTUKEHUE HOPMOTJIMKEMUU MaJlo-

BC€POATHO, HO Pa3BUTHC OCJIOKHEHHUM TaKKe HE YIpOKacT.
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