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CIIUCOK COKPAILIEHUH

AJIT - anannHamMuHOTpaHcPepasza

AnoB - anonunonporens B

ACT - acmapraramuHOTpaHchepasa

BHOX - 6ome3np HakoMIeHUS 3(UPOB XOJIECTEPUHA
I'MI'-KOA - TuApOKCUMETUATITYTapUI-KOOH3UM A
JUIKJI - nepurmT TM30COMHON KUCIION JIMTIa3bI
JIKJI - nmu30coMHas Kucas aurasa

JITIBII — smnionpoTernHbl BBICOKOW MIIOTHOCTH
JIITHIT — mumonpoTenHbl HU3KOM INIOTHOCTH

®3T — pepMeHTHAs 3aMeCTUTEIIbHAS Teparus



OITPEAEJIEHUE

Hedburur nu3zocomuoit  kucimodt  aunassl  (JIJIKJT) - XpOHHYECKOE
nporpeccupyloiiee 3a0oyieBaHue, B OCHOBE KOTOporo JjexuT nedext rena LIPA,
KOJIUPYIOIIEro JU30COMHYI0 Kuciayto junasy (JIKJI), 4To mpuBOIUT K HAKOTUICHUIO
CJIOKHBIX 3(UPOB XOJECTEPUHA U TPUTIIMIIEPUAOB B TEUEHHU, CEJE3CHKE, CTCHKaxX

KPOBCHOCHBIX COCYA0B U APYI'UX TKaAHAX.

AIMMNAEMHNOJ0I'UA

Yacrora JIKJI coctaBnsier 1:40 000—1:300 000. MccnenoBaHus 0 U3YYEHUIO
yactoThl BctpeyaemocT JIJIKJI B Poccun He mpOBOAMIUCH; OkKKIaeMas 4acToTa —
1:100000.

TUOINMATOT'EHE3

JJIKJT nHacnenyercss mo ayrocomHo-perieccuBHoMy tuity. Ilamuentsr ¢ JIJIKJI
ABJIAIOTCS, KaK MPaBUIIO, TUOO TOMO3UTOTAMH, OO0 KOMIAYH/-T€TEPO3ZUTOTaAMH T10
myTtanusim reHa LIPA, XoTs y HEKOTOPBIX OOJIBHBIX MOTYT UMETh MECTO MYTallUH,
HE BbIABIsSIEMbIE cTaHIapTHhIMU Metogamu J[HKananusa. K HacrosimieMy BpeMeHH
obHapyxeHo Oonee 40 Myranuii, CBI3aHHBIX C HapylieHHeM (DYHKIUU (epMeHTa.
Haubonee Tsxenble MOBpEeXICHNS, TAKHE KaK HOHCEHCMYTAIINH, TIEPECTPONKH TeHa,
MyTalliy CO CABUIOM PaMKH CUUTBHIBAHUS, KaK MPABUIIO, BBISBISIOT MPHU TAXKEIBIX
dbopmax 3ab60sIeBaHUS.

JInzocoMHast Kucasi Jumnasa urpaeT KIYeBYIO poJib B META0OIU3ME JIUIHIOB,
OCYIIECTBIISISI THIIPOSIN3 d(PUPOB XOJECTEpUHA U TPUTIHUIIEPUIOB B JTU30COMAX IO
CBOOOJHOTO XOJIECTEPUHA M JKUPHBIX KHCIOT. JIMMUAB WM HUX OKHUCICHHBIC
MPOU3BOJIHBIE  B3aWMOJCHCTBYIOT C (DakTOpaMud TPAHCKPUIIIHHA, KOTOPHIC
HEMOCPEACTBEHHO MOJYJIUPYIOT HKCIPECCUI0 T€HOB, BOBJIICUCHHBIX B CHUHTE3 M
MOTJIONIEHUE XOJIECTEPUHA, a TAKKE JTUIIOTCHES.

OOBIYHO BHYTPUKIIETOYHBIH M30BITOK CBOOOJHOTO XOJECTEPUHA MPUBOIUT K
CHUKEHUIO aKTUBHOCTHU PELENTOPOB JMIONPOTEUHOB HU3KOM miotHoctu (JITTHIT),
YTO B CBOIO OYEPEJb YMEHBIIAET MPOHUKHOBEHUE XOJECTEPUHA B KIETKYy. A

MHruOupoBaHue rugpokcuMmerwirinyrapui-kopepmenta A (I'MI'-KoA) peaykrasbl



[0 MPUHIUIY OOpaTHOM CBSA3W MPUBOJIUT K YMEHBIICHHUIO CHUHTE3a XOJIECTEpHUHA,
CTUMYJIALIUU aluiI-XoJeCTepUHAIITPpaHCchepasbl 51 AKTUBUPOBAHUIO
sTepudUKaliu XoJecTepruHa. B TO ke BpeMs BHYTPUKJICTOUYHOE HAKOIUICHUE
KUPHBIX KUCJIOT MPUBOAUT K TOPMOXKEHUIO CHHTe3a (ochoaunuaos u
TPUTJIULEPUJIOB.

B ycnoBusix camxkennoit akruBHoctd JIKJI nnm ee momHoro orcyTcTBuUs 3huphI
XOJIECTEpUHA W TPUTIUIEPUIbI HE METa0OIM3UPYIOTCS W HAKaIUTUBAIOTCS B
JM30COoMax, CBOOOJHBIN XOJECTEPUH U >KUPHBIE KUCIOTHI B KJIETKE HE 00pa3yroTcs.
Bo3znukmmii 1euiuT BHYTPHUKIETOYHOTO CBOOOJHOTO XOJECTEPUHA M KUPHBIX
KUCJIOT TpuBOAMT K aktuBaiuu ['MI'-KoA-penykrasbl, CHHTE3y 3HIOTCHHOTO
XOJIECTEpUHA WU TPUIIMIEPHUAOB, a TAaKXE YCWIEHUIO 3HJIOLMTO3a XOJECTEPUHA
yepe3 perentopsl JIITHII, o6ycioBnuBas BOSHUKHOBEHHUE TUIIEPXOJICCTEPUHEMUN U
JTUCIUMUIEMUH.

Takum oOpazoM, HakoruieHHEe >(QHUPOB XoJIeCTEpUHA W TPUTIIULEPUAOB B
IICYCHH, CEJIE3CHKE M JPYIMX OpraHax COIPOBOXKIACTCS IUCIUNUIAEMHUENH C
NOBBIIEHHBIM YPOBHEM OOIIET0 XOJIECTEpUHA B CBHIBOPOTKE KPOBH, BBICOKUM
ypoBHeM xonecrepuna JIIIHII, Hu3kMM ypoBHEM XOJIECTEpUHA JIUIIONPOTEUHOB
BbicOKOW mmioTHocTH (JITIBII), a Takke BO3MOXXHBIM TIOBBIIIEHUEM YpPOBHS
TpuriauiepunoB. [loBbilieHNe ypoBHS OOIIEro XoJieCTepHUHA W TPUTIUILEPHUIOB
CBSI3aHO C HAKOIUIEHMEM B IUIa3M€ KpOBU amnoB-conaepkamux JMIONPOTEHUHOB,
TaKUX KakK XOJECTEPUH JIMIIONPOTEUHOB OYE€Hb HU3KOUW IJIOTHOCTU U XOJIECTEPUH
JITTHIL

[Tpu Gone3nn BonpMmana orcyTcTBUE (MM KpaifHe HU3Kas akTUBHOCTH) JIKJI
BEeJIET K MACCMBHOMY JIM30COMHOMY HAaKOIUIEHHIO 3(HUpOB XoJiecTepuHa U
TPUTJIMLUEPUIOB TPEUMYIIECTBEHHO B I[I€UYCHH, CEJIE3€HKE, HAANOYECUYHHUKAX,
KOCTHOM MoO3re, JUM(pATHYECKUX y3J1ax ©W B Makpodarax peTUKyso-
SHAOTEINAIBHONW CHCTEMBbI, OCOOCHHO B BOpcHHKax kumeunnka. BHOX — ¢opma
JIJIKJI, BO3HUHKaromass B JETCKOM WM B3pPOCJIOM BO3pacTe, B 3aBHUCUMOCTHU OT
octatoyHoi aktuBHOCTH JIKJI in vitro, koTopas, Kak NpaBWJIO, HAXOJHUTCS B

nuana3one ot 1 1o 12% nopmansHoi aktuBHOCTH JIKJI.



KJIACCUA®UKALINS

1. Uadantunbhas (6one3ns BonbMana) - ¢ Manudectanueil B MiaJeH4YeCKOM
BO3pacTe

2. bone3np Hakomenus 3gpupos xonectepuna (bHIX), ¢ nebrotoM B Bo3pacrte
ctapie 1 roga (Haubosiee yacTo B 2-5 JeT)

KIIMHNYECKASA KAPTUHA

bonesnr Bonsbmana — penkas OsicTponporpeccupyromas dopma JJIKII,
IPOSIBIISAIOMIASICS C TEPBBIX MECSLEB KU3HM peOeHKa, MPUBOASAIIAS K Pa3BUTHUIO
NEYEHOYHOW HEJJOCTATOYHOCTH U MPEKIEBPEMEHHONM CMEPTH B Bo3pacTe 10 1 roxa.
Kimandeckass kapTMHa XapakTEpU3YeTCsl MPOTPECCHUPYIOIIUM  YBEJIWYEHUEM
NapeHXMMATO3HbIX OpPraHoB (TI€YEHU U CEJIE3€HKH), CUHAPOMOM MajbabcopOIuu,
NOPOSIBIISIIOIIMMCS  PBOTOM, Juapeeil, runorpodueid u  3aJEPKKOH  TEMIIOB
¢uznueckoro pa3Butusa. B psne ciydaeB pa3BUBaeTCs MapaiuTHUECKas KHUIIEYHas
HENPOXOAUMOCTh.  OTnuuuTenbHOM dYepToit Oonesnn Bonbmana  siBhsieTcs
MAacCHMBHOE YBENMYEHHME U Kanmbludukanus HaanoyeyHukoB. [lo mgaHHBIM
peHTreHorpaduu HaAMOYEUHUKU XapaKTEPHU3YIOTCS HAIUYMEM TOYEYHBIX 0Yaron
KanplU(pUKAMU 10 BCEH TMapeHXUME€ C CUMMETPUYHBIM W  MAaCCHBHBIM
yBEJIUYCHUEM TIPH COXPAHCHUH CBOEH IMOJYJIYHHOU W MUpaMUAATBHON HopMBL. Y
3TUX JETEd MOXKET HMMETh MECTO HEAOCTAaTOYHOCTH KOpPbI HAANOYEUYHUKOB. K
HEBPOJOTUYECKUM TPOSBICHUSIM 00Jie3HH BojbMaHa OTHOCST MPOTPECCUPYIONIYIO
3aJ€PKKY IICHXOMOTOPHOIO PpAa3BUTHs, HAJIUYUE ITOJOKUTEIBHOIO CHUMITOMA
babuHCcKOro M Apyrux NaToJOrHYecKuX pediIeKcoB, KIOHYCHI CTOI, OMMUCTOTOHYC H
APp.-

BHOX xapaktepusyercs Oojiee MEIJICHHBIM  XapakTEpOM  Pa3BHUTHI,
OTCYTCTBHEM  HEBPOJOTMYECKOW CHMIOTOMATHKH. Bexymme cuMnromsr —
MOpaKEHHE IMe4YeHn W aucimnuiaeMus. lIporpeccupyromiee mopaxeHHe IE4YEeHU
XapakTepU3yeTcs  HAJIMYMEM  CHHAPOMA  LMTOJIM3a,  TE€NaTOMEraliuki ¢
dbopmupoBanuem ¢ubpo3a © MOUPpo3a TMEYEHH C PaA3BUTHEM TCYCHOYHOM
HEJIOCTATOYHOCTH. JluciunuaeMusi — TOBBILIEHHE B CBHIBOPOTKE KPOBU YpPOBHSA

xosiectepuna JIIIHII u TpurnuuepuaoB npu HOPMAJIbHOM WM HU3KOM YpPOBHE



xonectepuna JIIIBII (runepnaunonporenHemus IIb tuma) MoxeT npUBOIUTH K
YCKOPEHHOMY Pa3BUTHIO aT€POCKIIEPO3a.

Nmeercs onpeneneHHplil AMana3oH KiauHU4Yeckux npossienud bHOX. Tak, y
MTALIMEHTOB C TSKEJIBIM MMOPAKEHNEM KIIMHUYECKasi KapTHHA MOYKET Pa3BEPHYTHCS B
JIETCKOM BO3pacTe B BHUJI€ CUMIITOMOB, HallOMUHAOIUX Oosne3Hb BonbmaHna, Takux
KaK MOHOC, 3aJ€p>KKa pa3BUTHs, PBOTA, B3AYTHE KUBOTA, HO TAKWE MAI[UEHTHI BCE
K€ MOT'YT JOXKHUTh J0 IIOAPOCTKOBOIO UIIM 10 B3POCIOIO BO3pPACTa.

B 1O e BpeMs CUHAPOM ManbaOCOPOLMHU, HCTOIIEHHE M KaXeKCHs

BCTPEUAIOTCS PEAKO U HE SIBJISIIOTCS] TOCTOSIHHBIMU Npu3HakamMu bHOX.

JANATHOCTHUKA

Huarnos JJJIKJI moxkeT ObITh 3a11003p€H NMPU HAJTUYUU COYETAHUS U3MEHEHHI
CO CTOpPOHBI TE€YEHM (TenaTOMErajiu, TIOBBIINICHUS AaKTUBHOCTH TpPaHCAMUHA3,
PU3HAKOB CTE€AT03a) U HAPYIICHUS JIMITUIHOTO TPOQHIISL.

Hannune Oone3snu Bonbmana clieqyeT NpeanoyiokKUTh y peOeHKa MepBBIX
MECSIEB KU3HU C MOCTOSSHHOW PBOTOM WJIM AWAapeei, OTCTAaBAHHUEM B pPa3BUTHH,
renaTociyieHOMerajJueii ¥ CHHAPOMOM  MainbaOCopOIMu.  YBEJIMYEHHBIE
HAATMOYEYHUKN C TIpU3HAKaMM KaJbIU(UKAIIMN SBISIOTCS HEMOCPEICTBEHHBIM
KJIFOUOM K TOCTAaHOBKE JIMAarHo3a.

CJ105)KHOCTh CBOE€BpeMeHHOM nuarHocTuku BHOX 3akitouaeTcsi B OTCYTCTBUHU
WM HecnenupUIHOCTH >Kajo0 TMalueHTa, HEeCMOTps Ha MPOTPECCHpOBAHHE
MaTOJIOTHYECKOT0 Tporecca B mnedeHdu. Bo muorux cayvasx JJIKJI waxomst
CIIy4ailHO — TIpu 0OHAPYKEHUH U3MEHEHUM B OMOXMMUYECKOM aHaM3€ KPOBH WIIH
YJIBTPa3BYKOBOM HCCIIEAOBAHUU IIE€UYCHU.

OcHoBoit coBpemenHou auarHoctuku JIJIKJI sBisercs OHOXMMUYECKUM
aHamn3 aktuBHOcTH JIKJL. JIKJI oumenmBaercss myrem oOmnpeneseHuss aKTUBHOCTH
dbepMeHTa B KyiabType GuOpo0I1acToB, JISHKOIUTAX epUdEepUISCKON KPOBU; OTHUM
13 HauOoJiee JTOCTOBEPHBIX METOJIOB cuuTaetrcsi usmepeHue aktuBHoctu JIKJI B
CyXHUX MSATHAX BBICYIICHHOW KPOBH Ha CHELUATbHBIX IUATHOCTUYECKUX (PUIbTpax.

[Tpu ocmoTpe, cOope aHaMHe3a U ka0l cieayeT 0OpaTUTh BHUMaHUE:

v Ha HAJIM4YUC IrermaToMerain Ujin reiiaToCijacHOMCIaJInm,



v\ 3aIepKKy (PU3HIECKOTO Pa3BUTHS;
v' ¢c1mabocTh, TMOBBIMICHHYIO YTOMIISIEMOCTE;
v' nwmapero, 60JH B )KHUBOTE, CTEATOPEIO (IIPH BOBJICUYCHHOCTH B MATOJOTHYECKUH
MPOIIECC KUIIICUHUKA);
v\ HagWyWe TPU3HAKOB JKEITYXH, AaCIUTa, BAapUKO3HOTO PACIIUPCHHS BEH
nuuieBoia (Ipyu pa3BUTHH LIUPPO3a MEYECHH ),
v\ ceMeiiHbII aHAMHES.

Knuandecknii ocMOTp BKJIIOYAaeT HM3MEPEHHE pocTa H MacChl Tea,
TEeMIEepaTypsl TeJa, BBIABICHUE TEMaTOCINICHOMETAINN, OIICHKY COCTOSIHUS

CEPJIEYHO-COCYIUCTON CUCTEMBI.

JIABOPATOPHBIE U UHCTPYMEHTAJIBHBIE NCCJIIEJOBAHUSA

1. Knunuueckuit ananus kpoBu OonbHbIX ¢ JJIKJI Moxer BBIABUTH aHeMUIO,
TPOMOOITUTOINEHUIO, PEIKO — JIEHKOIMEHUIO.

2. buoxuMuueckuii aHaiu3 KpPOBU OOHAPYKMBAET TMOBBIIIEHUE AKTHBHOCTH
TpaHCaMUHA3 (amaHMHAMUHOTpAaHCEPasbl, acrapTaTaMMHOTpaHCc(epassbl),
TUIEPXO0JIECTEPUHEMHIO, TUIIEPTPUTITULIEPUIEMHUIO.

3. Jlurmumorpamma kpoBu: yBenudeHue konreHTparuu JITTHII, y MHOrux 60abHBIX
camkeHo kosmyectBo JIIIBII B kpoBu. IIpu aHanuze anoaunonpoTEUMHOTPAMMBI Y
OONBIIMHCTBA  OOJIBHBIX  BBISIBIISIFOT ~ TOBBIIMIEHHE  yYPOBHS  OCHOBHOTO
anorunonporenHa JIITHIT — anonunonporenna B.

4. YnpTpa3ByKOBOE HCCJEIOBAHME M MAarHUTHO-pe3oHaHcHas Tomorpadus (MPT)
OpraHOB OPIONIHOW TOJIOCTH TO3BOJISIIOT BBISBUTH YBEIWYCHUE TICUCHU U, PEKE,
CEJIC3CHKM, CTEaTO03 IEYEHH; MPOBEACHUE KOJIUYECTBEHHOW OIEHKH >XUPOBOU
mactpopun nedeHn (mo MPT) HeoOXoauMo IS TOCIEIYIOMEro KOHTPOJIS
s dexTuBHOCTH HEPMEHTHOM 3aMECTUTEIIHHON TEPATTHH.

5. buoncus neyeHH: MaKpOCKONMYECKU IEUYECHb UMEET SIPKUM KEJITO-OPaHKEBbIN
LBET; TUCTOJIOTMYECKASI KAPTHHA XapaKTEPU3YETCS HATUMIUEM MUKPOBE3UKYIISIPHOTO

cTeaTo3a, «IeHUCThIX» Ki1eTok Kyndepa, npuznakoB Gpudpo3a v Huppo3a MneueHH.



6. MoJIeKyISIpHO-TEHETUYECKOE MCCIENOBAHUE: BhIsIBIICHUE MyTaluid B reHe LIPA,
koaupyromieM JIKJI, sSBIgeTCs AOMOJHUTEIBHBIM METOJIOM HCCIEIOBaHUA. XOTA
OOJIBIIMHCTBO MOPAKEHHBIX MALMEHTOB SABJISAIOTCS TOMO3UIOTAMHM WM KOMIIAyHJ-
reTEPO3UroTaMM B OTHOUIEHMH MyTauuid reHa LIPA, y HEKOTOpBIX NAanMEHTOB
MOI'yT MMETb MECTO HHTPOHHBIE MYTAl[M{, HE BBIABISEMBIE IIPU MPOBEIACHUU
CTAHIAPTHOI'O T'€HETUYECKOI0 CKPUHUHTIA.

7. llpenatanbHasi JMArHOCTMKA PEKOMEHJOBaHa [l JI0OOW mocienyromen
OEpEMEHHOCTH B CEMBSX, OTSATOMIEHHBIX XOTd Obl ogHUM ciyyaeM JIJIKJL. 3om0TeiM
CTaHJapTOM JUArHOCTUKH SBIAETCS OMOXMMHUYECKOE TECTHMPOBAHUE AKTHBHOCTHU
depmenta JIKJI, mOCKONbKY MATOT€HHOCTh HEKOTOPBIX BBISIBICHHBIX PEIKUX U

HOBBIX MYTaIII/Iﬁ Tpe6yeT JOITIOJIHUTCIIBHBIX JOKa3aTCIbCTB.

KOHCYJbTALIUA CHELHIUA/INCTOB

> Koncynpranms kapauosiora Heooxoguma netrsam ¢ JJIKJI nns onpenenenus
CEpPIAEYHO-COCYAUCTOTO PUCKA.
> Koncynpranms auerosiora — s oA00pa CreluaIn3upOBaHHON TUETHI.
> Koncynbranms Bpaya-TeHETHKa IoKa3aHa CEMBSIM, HMEIOIUM
poactBeHHukoB ¢ JIJIKJL.

Huarno3 JIJIKJI craBUTCA Ha OCHOBAHUM COBOKYIMHOCTH KJIMHHUYECKUX
JTAHHBIX, PE3YyJIbTATOB JIAOOPATOPHOTO HCCIICIOBAHUS, OHOXMMHUUYECKOTO |

MOJICKYJIAPHOICHCTUYICCKOI'O aHaJIn3a.

JANOPEPEHIHUAJIBHASA TUATHOCTHUKA

Hudbdepennmansuyto auarHoctuky JJIKJI mpoBomsT co  ciaeayronuMu
MAaTOJIOTUSIMU:;
* 3200JICBAHUSIMH TICUCHHU;
* HApPYIICHUSAMH JIUIIUIHOTO OOMEHa;
* IPYTUMH PEIKUMH OO0JIC3HSIMU HAKOTLJICHUS.

VY nanueHToB C TenaTOMEraiield U MOBBIIIEHHEM aKTUBHOCTH TPAaHCAMHWHA3 B
CBIBOPOTKE KPOBU HEBEPHBIC JUArHO3bI MOTYT BKJIHOYATh HEAJIKOTOJBHYIO KHUPOBYIO

00JIE3Hb  TIEYEHM, HEAJKOTOJbHBIM  CTeaToremaTuT, BHUPYCHBIM  TeMaTurT,



ayTOMMMYHHBIN TI€NaTUT, KPUIITOTCHHBIM TeNaTUT WiId Luppo3 mneyeHu. Ha
OCHOBAaHUM HapyLIEHUS JUIUIHOTO NpO(HiIs MOKET ObITh MOCTABIEH HEBEPHBIM
JUArHo3 CEMEWHON TunepXxoecTepUHEMUN, CEMEHHOT0 JIe(peKTa arnoaunonpoTenHa
B 1 nonureHHou runepxoiaecTepuHEMUH.

Cpenun penkux Oosie3HEH HaAKOIUIEHUS JU(PEepeHIHaTbHYI0 HAarHOCTUKY
MOTYT MPOBOJUTH C TUPO3UHEMHUEH 1-TO THMa, rajakrozemMuei, 6one3npto Humana—
[luka (tun B), Oonesnpto ['omie, Oonesnpto Buiibcona, medexramMu-okuCICHUS

JKUPHBIX KHUCJIOT.

JIEYHEHUE

1. Ha ceromnsimiHuii JeHb €IMHCTBEHHOW Oe€3albTepHATUBHOM MATOTCHETUYECKON
tepanueit [IJIKJI sBusiercss moku3HeHHass depMEeHTHas 3aMeCTUTEJNIbHAs Tepamnus
(®3T) cebenumnazoii anbal — peKOMOMHAHTHOW JTM30COMHOM KHUCIION JIMIA30ii.
[IpumeHnsieTcs ¢ 1eNbl0 yAyYIIeHUs MeTadoIu3Ma

JUNUAOB M YMEHBIICHUS HAKOIUIEHUsI 3(DUPOB XOJIECTEpUHA U TPUTIIMIIEPUTOB Y
NAIMEHTOB BCEX BO3PACTOB MPH ACPUIIUTE JIM30COMHOMN KUCIOM JTUTA3HI.

[Ipenapat Ha3Havaetcsa u3 pacuera 1 Mr/kr 1 pa3 B 2 HeJl BHyTPMBEHHO KaIeJbHO.

PexoMenayemMasi HavasibHasi J03a y J€TeH MIIaJIIero Bo3pacta (< 6 MecsIeB)
cocTaBiseT | MI/Kr, BBOIUTCSA B BHJI€ BHYTPUBEHHOU MH(Y3UU OAUH Pa3 B HEACIIO.
B 3aBuCHMMOCTH OT KJIMHUYECKOTO OTBETA, CJIEAYET PACCMOTPETh BO3MOXXHOCTh
MIOCTETIEHHOTO YBEJIMYEHHsI TO3UPOBKU 10 3 MI/KT OJIUH pa3 B HEJEIIO.

@®3T Ha3zHAYalOT MPU MOATBEPKIECHUU JWarHo3a aeduImTa JHU30COMHOM
KHCIION JIMMa3bl W HaJU4YUH XOTS OBl OaHOro cumnromMa 3aboneBanus. [lpwu
oOcnenoBaHuu CUOMUHTOB (OpaTheB M cecTep MpoOaHaa) MOTYT OBITh BBHISBICHBI
netn ¢ JUJIKJL, He wuMeronme KIMHUYECKUX MNpOsiBIeHUM. Takue mamueHThl
HYXJal0TCAd B HAOJIOJICHUM; HAYMHATH UX JICUCHHE HEOOXOAMMO MpPHU MOSBICHUU
MEPBBIX CUMIITOMOB OO0JIE3HHU.

@®3T obecneunBaeT yCTOMYMBOE YJIydIlIEeHWE COCTOsIHUS manueHToB ¢ BHOX:
HOpMaJN3yeT YPOBHU TpaHCAMHHA3, O0OBEM MEUYEHU U CEJE3€HKU, 00BEM KHpa B

IICYCHH, YIy4dlIacT IIPOIrHO3 B OTHOIICHUHW BbIZKHBACMOCTH.



[Ipn oTCYTCTBMM MATOr€HETUYECKON TEPAIMK MPOBOJUTCS CUMIITOMATHYECKAs
Tepanusi, HalpaBJIEHHAs B MEPBYIO OYepelb HAa MPOPMIAKTUKY HUPPO32a IEYEHHU.

JUist KOpPEeKUU JTUIUAHOTO MPO(UIIL U CHUKEHUS PUCKA PAa3BUTHSI CEPACUHO-
COCYAMCTBIX 3a00J€BaHUN BO3MOXHO MPUMEHEHUE CIELUATU3UPOBAHHON AUETHI U
CTaTUHOB, OHAKO y JI€TEW MPUMEHEHUE MOCIEAHNUX orpannyeHo. [lpu HapymeHnun
BCAChIBaHUS M 3aJIEP)KKE pa3BUTUS HEOOXOAMMAa KOHCYJIbTALMS JTUETOJIOTa C
noJI00pOM NapeHTEePaTbHOTO MUTAHMUS.

[Ipu Oone3nun Bonpmana »¢G(EeKTUBHOTO aabTEPHATUBHOTO JIEYEHUS HE
CylmecTByeT. B  oTmenpHBIX  cilydasiX UMEIM  TOJIOXKHUTENbHbIA  3(deKT
TPaHCIUIAHTALKsI KOCTHOTO MoO3ra M nedeHu. OHAKO, B CBSI3M C MOJMCUCTEMHOU
npupoaoi 3a00seBaHUsl, BBHICOKUM PHUCKOM OCJOXKHEHUN, a Takke MNpodiieMoin
YCTOMYMBOTO MNPUKHUBJIEHUS TPAHCIUIAHTATa, 3TOT MOJAXOJ HMEN OrpaHWYEHHBIN
ycIexX.

[Ipu BbIsIBIEHMM 3a00J€BAaHUS BIEPBBIE MECSIBl KU3HH, B OTCYTCTBUU
TSDKEJBIX JKA3HEYTPOKAIOIINX OCII0KHEHHH, BO3MOXXHO ITposenenne O3 T.

2. Y OonbIIMHCTBA TNAalMEHTOB ¢  Oose3Hpt0 Bonpmana  mpoBoautcs
CUMIITOMAaTHYECKasl TEpalus, HANpaBICHHAs HA KOHKPETHBIC OCJIOXKHEHUSA W
BKJIIOYAIOIAsd  CHELMAJIM3UPOBAHHYIO  JMETY, [AapEHTEPAIbHOE  IIUTAHMUE,
aHTUOMOTHUKH, TIIOKOKOPTUKOCTEPOUIbl, TUNOJUIUAEMHUYECKas Tepamus 110

ITOKa3aHHsIM

BEJAEHUE NAIHMEHTOB C JJIKJI

Okazanne wmeaunuHcko mnomomu getsam ¢ JJIKJI ocymectBusiercs Ha
OCHOBaHMUU TIOpsIAKA OKa3aHus MeaunuHckod nomomu  nersm  (Ilpukas
MuHucTepeTBa 3/[paBOOXpPaHEHUS U COUUAIBHOrO pa3zsutusa PO ot 16 anpensa 2012
r. No 366 «O06 yrBepknaeHuu [lopsnka oka3zaHus MEIUATPUYECCKOW IMOMOIIN).
[Tauuentel ¢ Oosie3Hbto BosbMmaHa, y4uThIBasi TSXKECTh TEUEHHsI 3a00J€BaHMUS,
HYXIAI0TCAd B KPYIJIOCYTOYHOM HAOJIOAEHUHU B CIEHHUAIU3UPOBAHHBIX IEHTPax C
Y4aCTHEM CIECLHAIKMCTOB PAa3HbIX MPOoduIIel; Ipyu yXyIIIEHUH COCTOSHUS BO3MOXKEH

nepeBoa B pCaHMMAallMOHHOC OTACIICHUC.



[Manmentet ¢ BHOX nHabmrogaroTcsi MO0 MECTy KUTENbCTBA B aMOyJIaTOPHO-
MTOJIMKJIMHAYECKUX YCIIOBUSX BpadyaMy MNEAUATPAMU WU TaCTPOIHTEPOJIOTAMHU [0
noctkenus 18 ner. Benenne @3T nmpoBoautcs 1 pa3 B 2 HeAelIn BHYTPUBEHHO
KaleJIbHO B YCIOBUAX KPYTJIOCYTOUHOIO WJIM JTHEBHOTO CTAlMOHAPA MO KOHTPOJIEM
KJIIMHUYECKOTO U OMOXMMHUYECKOTO aHanu30B KpoBU. Koppekuus 103bl npenapata
MPOBOJUTCS MPU CHWKEHUU WM YBEJIMYEHUHM Macchl Tena pedeHka u3 pacuera |
MT/KT.

Jlo oCTHXKEeHMsI KIMHUKO-1a0opaTopHOil pemuccuu Bce manueHTsl ¢ BHOX
JOJIKHBI IPOXOJUTh KOHTPOJIBHOE 00CIEA0BAHKE C 1IEJIbI0 OLIEHKU 3(P(HEKTUBHOCTH

nposeaeHus @3T B KpyrJIOCYTOYHOM WJIM THEBHOM CTallMOHApe 2 pas3a B oJ.

MEAUKO-TEHETNHYECKOE KOHCYJIbTUPOBAHHUE N
INPEHATAJIBHAA IUATHOCTUKA

CeMmbsiM Cc OONBHBIMH JI€TBMU PEKOMEHAYETCS MEIUKOTE€HETHUYECKOE
KOHCYJIbTUPOBAHUE C LIEJIbIO Pa3bsACHEHUS T'€HETUUECKOro pucka. Kak u npu apyrux
ayTOCOMHO-peleccuBHbIX 3a0oneBanusx, npu JJIKJI qis kaxmoir 6epeMeHHOCTH
PHUCK pokJieHus pebeHka coctaBisieT 25%. B ceMbsx, rie ectb 00NbHON peOeHOK,
CYIIECTBYET BO3MOXHOCTb IPOBEAECHUSA IPEHATAIIBHOW W MPEUMILIAHTALIMOHHOM
JTUATrHOCTHUKHU.

[IpenatanbHasi IMArHOCTUKA MPOBOJIUTCS MOJIEKYJISPHO-TEHETUYECKUMU WU
OnoxuMuUYecKuMu MeTojamu, myTeM ucciaenoBanus JHK, Beimenennoit wus
Oworntata BOpcWH XopwoHa Ha 9-11-it Hexy OEepeMEHHOCTH W/WIM KJIETOK

aMHUOTHYECKOU KUJIKOCTH, TUIOAHON KpoBU Ha 20—22-1 Hejenn 0epeMEeHHOCTH.

IMPOT'HO3

[TIporno3 mpu BHOX 3aBucut oT Bo3pacta MaHudectanmuu 3a00JE€BaHUS U
BBIPDQ)KEHHOCTU KJIMHUYECKUX TMposiBiieHUil. (CBOEBpeMEeHHass JUarHoCcTHKa |
Ha3HAYCHUE TMATOTCHETHMYECKON Tepanmuu Ha paHHUX CTaausX 3a00JeBaHUS
onpenenseT 0JaronpUsATHBIN IPOTHO3 U yJy4IlIaeT KauecTBO »ku3Hu jereit ¢ BHOX,

npeaoTBpaiasi pa3BuTue uuppo3a rmnedeHu. I[lpu Oonesnn Bonbmana 0e3



nposeneHus O3T nporHo3 HeOMAronpusATHBINA (JIETaNbHBI UCXOJ HA NEPBOM TOOY

KU3HN).
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