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Pe3stome: B nekunun U310KEHBI COBPEMEHHBIE CBEJICHUS O HACIIEACTBEHHBIX 3a00JICBaHUSX,
BO3HUKAIOIIMX MPU HAPYIIEHUH JUIHUIHOTO OOMEHa y JIeTel U MOAPOCTKOB.

Knroueswie cnosa: .]'II/IHI/I,ZIHI)II\/’I 06M€H, HaCJICICTBCHHBIC 3a00/IeBaHus.

Hapymienust munuaaoro oOMeHa y JeTeil U MOAPOCTKOB B MOIABIISIFONIEM OOJIBIIMHCTBE CIIyYacB
00yCTIOBJICHBI HACJICJICTBEHHOW MATOJIOTUEH: MOHOTEHHBIMU 3a00JE€BaHHSIMH, XPOMOCOMHBIMU
3a00J1€BaHUSIMHA u 0oJIe3HIMHU HAaCJIEACTBEHHOM MIPEAPACTIONOKEHHOCTH
(mynprudaktopuanbueie) [1,4]. KiumHudeckas AMarHOCTMKAa HACIEICTBEHHBIX OoJe3Hel
JUTIATHOTO OOMEHa OCHOBBIBACTCS HAa JaHHBIX KIWHUYECKOTO, TEHEAJOTMYECKOTO W
MapaKIMHUYecKoro obcnenoBanus. Crienyer MOMHHTH, YTO HACJIEICTBEHHBIE OONE3HW MOTYT
MPOTEKaTh CXOJIHO C HEHACIEJCTBEHHBIMU. B HEKOTOPHIX CiTydasx HACJIEeICTBEHHAs! MaTOJOTHS
MOJKET COMyTCTBOBAaTh OCHOBHOMY, HEHACIIEJICTBEHHOMY, 3a0oneBanuto. [loaTromy mocraHoBka
JMarHo3a JIOJDKHA OBITh JBYXdTamHOW: 1 - oOmiee kauHWYEecKoe oOcieaoBaHUE OOJIHHOTO B
COOTBETCTBHHM C COBPEMEHHBIMH TpeOOBaHMSIMH, 2 - TPU MOAO3PEHHUH HA KOHKPETHYIO
HACJEACTBEHHYI0  OOJIe3Hh  HEOOXOJIMMO  CIEIUATU3UPOBAHHOE  MEIUKO-TEHETHYECKOe
obcnenopanme [1,2,7].

HacnezncrBennsle 3a00s1eBaHMs, BOZHUKAIOIINE IPU HAPYIICHUH JIMITUAHOTO OOMeHa y 1eTei u
noapoctkoB (MKbB. E78) Hapymienust oOMeHa numonpoTenioB U apyrux junuaos, MIM 1A
238600, IB 207750, 1C 118830, 11144400, 11A143890, II 144300, 111107741, 1V144600,
V144650, 238400 VI1238500). HacnencrBenHsle 601€3HM 0OMEHa JIMMIUIOB - OOLIMpHAs rpymmna
pa3IMuYHBIX II0 T€HE3Y COCTOSIHMM, NMAaTOrN€HETHYECKU CBS3aHHBIX C HAPYLIEHUEM JIMIHUIHOTO
oOMeHa, B TOM YHCJIE IUIa3MaTUYECKUE JIMMUAO3bI, JUIsl KOTOPBIX XapaKTepHO HaKOIIEHUE
JUMUIHBIX cyOcTaHIMN BHYTpH KieTok (Oone3nb Humanna- Iluka u ap.), HapymeHus oOMeHa
JUTONPOTEU OB (a - U a -TUIoNpoTenHeMuu u np.) [11].

I'mukonunuoo3sl - TpyIma HAcHeACTBEHHbIX 3a00jeBaHUil, OOYCIOBJIEHHBIX HapylIEHUEM
pacraza TJIMKOJIUIUAOB (KUPOMOAOOHBIX BEIIECTB, COAEPXKAIMX YIIEBOJbI). 3abosieBaHus, B
OCHOBHOM, HacCJIEIyIOTCSl O ayTOCOMHO-PELECCUBHOMY THIY, 3a HCKJIIOYEHHEM CHHIpOMa
®abpu npu KOTOpoM JedeKT cBsizaH ¢ X-XpoMocoMou. [3,4] I'ukonmnnuio3sl NOApa3aensoTCs
Ha!

* mepebpo3uno3sl (0ose3ns ['ome, 6one3ns Kpabdoe);



* cynbhaTuio3sl (MeTaxpoMaTuieckas JeHKOAUCTPoPus);

* IepaMuI0IUr031 036! (LIepaMuUIaKTO3UUITUIIONA03, cuHApoM Dadpu);

* ranrnno3uao3sl (6onesns Tes-Caxca, 60ne3nb 3anarodda-Auxesnua-IInnbia, 601e3Hb
bepureiimepa-3aiitensoepra, nHGanTiIbHBIN Tanran03u 103 [V THNA; 60ne3np HopmanHa-
Jlangunra, 6one3ns [eppu). bonesns ['omre. 3a6oneBanue BriepBbie ONucal B

1882 rony ¢panmysckuit crynent-menuk Oununn [Hapne OpHer [omre, KOTOpBI 00HAPY)KUIT
XapaKkTepHble KIIETKH, HaKaIUIMBAIOIINE HepaclIeIIEHHbIE XKHUPBI, Y OOJBHOTO C YBEIMYEHHOMH
cene3eHkor. [lo3mHee >TH KiIeTKM OBUTM Ha3BaHBI KieTkaMH I'ome, a 3a0oyieBaHue - B 4eCTh
OIIHMCABIIETO.

bonesns omie xapakrepusyercs nedunutom GepMeHTa TIIOKOIEPEOpO3HuIa3bl, HEOOXOAUMOTO
JUTSl pacIeryICHUs] KUPOBOTO BEIIECTBA TIIFOKOIEPeOpO3uIa, YTO MPUBOAUT K HAKOIICHUIO B
MUKpodarax JIM30CoM, Ha3bIBaEMBIX «kJieTkaMmu ['ore». HakomieHus: TTUKOIHUITHIOB
BBITECHSIOT 37I0POBBIC KJICTKH MEYSHH, CEJIE3EHKU U KOCTHOH TKanu [8,9,10].

Boiaensitor Tpu Tuna 60sie3Hu:

-neTcKUi (MHGAHTWIBHBIN) TUI: C BBIPAXEHHBIMH PACCTPOWCTBAMU HEPBHOM CHUCTEMBI:
(TIOBBIIIEHNEM TOHYCA MBILIL], PUBOJASIIEM B MO3AHUX CTAJANUAX K COKPAILEHUIO MBIIIILL CIIMHBI U
HIEU C 3aIPOKUABIBAHUEM TOJIOBBI U BBITATMBAHWEM KOHEYHOCTEH, HEPUTMHUUYHBIM CyJI0pOraM B
TEUYEeHUE HECKOJIbKUX MUHYT, CyJIOpOraM >KeBaTEJIbHBIX MBIIIII), pa3BUBACTCA B BO3PACTE OKOJIO
6 Mmec.;

- XpPOHUYECKHUM WU THII |: ¢ HAPYIIEHUSIMH CO CTOPOHBI HEPBHOM CHUCTEMBI;

-FOHOILLIECKUH THIIL: 110 TSDKECTU TEUEHUS 3aHUMAET MPOMEKYTOYHOE MOJI0KEHUE.
He-neiipononatnueckuii (tum 1) - camblif pacrpocTpaneHHbl Tun 3aboneBanus (1 Ha 50000-
100000), BbICOKasi pacIpOCTPaHEHHOCTh y eBpeeB AmikeHasu (1 Ha 450), neGrotupyet
3a0oJieBaHuE B JII0OOM Bo3pacTe, O0JbIIoe pa3Ho00pa3re PEeHOTUIMHYECKUX MPOSBICHUM, Y
OOJIBIIIMHCTBA JIETeH U B3pOCIbIX HAOII01aeTCsl MPOrPEeCCUPOBAHNE, HEPBHAS CUCTEMA B IPOLIECC
HE BOBJIEKAETCS, IPOAOIKUTEIBHOCTD KU3HU OT HECKONBKUX JIeT A0 80 u Oosee jer.

OcTpplil HelipoHonaTuyeckuit (tum 2) - peaxuit tumn 3abdoneBanus (< 1:100000), neGrotupyet B
paHHEM Bo3pacte, HaOMromaeTcst ObICTPOE MPOrPECCUPOBAHUE HEBPOJIOTHUECKUX MOPaKEHUH U
CHCTEMHBIX MTPOSBICHUH, MPOAODKUTEITLHOCTD JKU3HU OKOJIO 2 JIET.

XpoHndeckuil HeipoHomatuueckuit (tum 3) - HewacThli Tunm 3aboneBanus (<1:100000),
neCloTUpyeT B JIETCKOM MM TOAPOCTKOBOM  BO3pacTe, HAOMIOJAaeTcss KIMHUYECKOe
pa3HooOpa3ue OT MPEeUMYIIECTBEHHOTO IMOPaKEHUsI HEPBHOM CHCTEMBI CO CIIA0BIM BOBIICYCHUEM
BHYTPEHHUX OPTaHOB JO MAaJOBBIPAKEHHBIX HEBPOJOTUYECKUX aHOMAIUN JI0 TSKEIOTO
CHUCTEMHOTO TOPAKEHUSI, TPOJAOIIKUTEIHHOCTh XU3HU OT 2 nmo 60 mer [13]. OcHOBHBIMH
cUMNTOMaMHu 3a00JIeBaHMsI SBISIOTCS OTCTaBaHUE B (DM3MUECKOM pA3BUTHUU, HH(DAHTUIN3M,
rernatocruieHoMeranus. Cene3eHKa JOCTHTAaeT OTPOMHBIX pa3MepoB, 3aHWMas TOYTH BCIO
OpIOIITHYIO MONOCTh. [TouTH y BCceX OOIBHBIX OTMEYAIOTCS MPOSIBICHUS THIIEPCIUICHU3MA B

BUJC AaHEMHUH, JEHKONEeHWH, TpoMmOomuTorneHnn. HaOmromaroTcss Takke CKIOHHOCTh K
KPOBOTEUECHHSIM, KOKHBIE T€MOPpPAarMueCcKre BBICHIMIAHUS, OOMIIbHBIE MAaTOYHBIE KPOBOTEUCHUS,
TaK K€ OTMEYAIOTCS TIPOSIBIICHUS TIOBPEXKICHUS CKelleTa. 3a00JIeBaHNe SBISIETCS. XPOHUYECKUM,
MYJIBTUCUCTEMHBIM, MPOTPECCUPYIOIIMM C HEMpPEeICKa3yeMbIM YXYAIIeHHEeM cocTosHus. [Ipu
OTCYTCTBHH JICUCHHSI MOKET MPUBECTH K HEOOPATHMBIM MATOJIOTHYECKUM H3MEHEHHsM [ 19].
Jleitkonuctpodus  (leucodystrophia) - oOmiee Ha3BaHHME HACJIEICTBEHHBIX  OOJIE3HEHH,
XapaKTepU3YOIUXCs  HApyIICHHEM MeTa0oiM3Ma MHETHHA, BCIEACTBHE T'eHETUYECKU
00YCJIOBJICHOTO SH3UMHOIO JedeKTa, B pe3yiabTaTe 4ero MPOMUCXOAMT HApyIIEHHE Ipolecca
MHUEIMHU3AIMA B OEJIOM BEIIECTBE TOJIOBHOTO W CIIMHHOTO MO3Ta, TPOSBIISIONICECS



pazHooOpa3HpiMu  cumnToMamu Topakenus I[[HC (opranmueckas JeMeHIMs, CyIOpPOTH,
[EHTpAJIIbHBIC TIApAJIMYH, PACCTPOWCTBA KOOPAWHAIMHM JBWDIKEHUW, aTtpodus 3pUTEITHHBIX
HepBoB). OCHOBHBIM THIIOM HACJIEIOBAHUS SIBISIETCS ayTOCOMHO-PEIIECCUBHBIN, HO MOKET OBITh
Y PEIEeCCUBHBIN CIETUICHHBIN ¢ mojoM. J[Jis Bceil Tpynmsl JIeHKOAUCTpOdHU XapaKTepHO HAYAIIO
B JIETCKOM, PEXE B IOHOIIECKOM BO3pacTe U nporpeccupyroniee teuenue [14,20].

MeraxpoMaruyeckas aerkoaucTpopus (nmefikomuctpodus Monsua-I'pundunaa)-
HacJIeICTBEHHass Oo0Jie3Hb HakomieHUs (MPOAYKTHl pacmaja JMMIHIOB  OKpalIMBaIOTCS
METaxpoMaTU4eCKn). ITO JIeHKOIHIe(alIonaTus B coueTaHuu ¢ MU y3HOH eMuennHu3amen
[MHC. AyrtocoMmHO-perieccuBHOE 3a00JIeBaHME 4Yallle HAUWHAETCS B paHHEM JIETCKOM BO3pacTe
(75% cnydaeB), HO CyIIECTBYIOT U Oojee mo3aHue Gopmsl (25% crnyuyaes). bone3np HaunHaeTCs
MOCTENIEHHO, TEYeHHe Mporpeccupytoniee. B 3aBucuMocTH OT Xapakrepa T'€HETUYECKOTO
nedexra, KIMHUYECKOM KapTUHBI W BPEMEHH MaHHU(ECTallMu BBIJIENAIOT HECKOJIbKO (GopM
3a00JIeBaHUS.

I'enetnueckue nedexTsl:

-HeoCcTaTOYHOCTh apmicyibdaraser J[ (250100, KO 3.1.6.8, nepebpo3un cynbdataza, 22ql3,
reH ARSA, nHe menee 40 nedexTHbIX aivienei, p) - npeobiaaarouas MPUYMHA Pa3BUTHUS
METaXpoOMaTUYeCKOM  JeUKOOUCTpOodUHU; XapakTepHbl  pacmaj  MHEIuHa, HaKOIUIEHUe
METaxXpOMaTUYECKU OKPAIIMBAIOIIMXCS JUIMUAOB (rajJakTo3uiICynb(aTtuab) B OeloM BellecTBe
IHHC u Ha nepudepun, a Takxke U30bITOK CyIb(haTHAOB B O€JIOM BELIECTBE U MOSBICHUE UX B
Moue, IPOrPeCCUPYIOIINE MapaTuyH U CI1aboyMHue;

- nedextol cano3uHoB (176801, nmpocanosun, 10q22.1, ren PSAP, uzBectHo okono 10 gedexros,
R); mpocamo3uH - mIMKompoTeuH, mnpeamecTBeHHUK cano3uHoB A, B, C, D. Cano3unsl
aKTUBUPYIOT psija pepmenToB oomena mununoB B LIHC, Bkitouas apuicynbdaTazy

A [3,5].

Kmuanueckue ¢hopmsr:

-netrckas (opma: HauYMHAETCS HAa BTOPOM TOJY JKM3HU C TOSIBJICHUS CIIEMOTHI, JBUTATEIHHBIX
pPaccTpoiCTB M YMCTBEHHOM OTCTAIOCTH; KIMHMYECKAash KapTUHA: ABUTATEIbHBIE PACCTPOUCTBA,
PUTHIHOCTH MBIIII, OTCTAaBaHWE B YMCTBEHHOM Pa3BUTHH, ICHXO03bI, CYIOPOKHBIC MPHUTIAIKH,
[IaTkasi MoXo0/IKa, XOPeoaTeTo3, HEBPOIATUH, MHOTIATHH, METaKOJIOH, apTPONATUN; TEUCHHE
OOBIYHO TIPOTPECCUPYIOIIEe, CMEPTh B BO3pAcTe OKOJIO 5 JIeT; jJabopaTOpHBbIE JaHHBIE: OEIOK
CMX >100 mr%, M03r, OYKH, MOUYa - METAXPOMATUYECKOE OKPAILIBAHUE;

- IeTckasi mo3aHss (hopma: Havaso mocie 3 JieT;

- JOBeHWIIbHAs (hopma: Havalo B Bo3pacte oT 4 1o 16 ner;

- mo3aHsIs (B3pociias) popma 0OBIYHO HAYMHAETCS C ICUXUATPUUECKOW CUMITTOMATHKH,
JIBUTATEJIbHBIE PACCTPONUCTBA MPUCOEAUHSIOTCS MO3/IHEE.

- mo3mHAS MeTaxpoMartudeckas Jsedkomuctpodus (156310, R) 06e3 HemocTaTodHOCTH
apuicyibgaTa3bl A: aBTOHOMHAs HEBPOIATHUs, apTepHalibHas TUIIOTEH3US;

- TICEBJIOHEJOCTATOYHOCTh apuicyibdara3sl A: ¢opma 3abosieBaHus 0e3 HEBPOJIOTHYECKOH
CUMITOMATHKH; KIMHUYECKHUE MPOSBIECHUS NpU AePeKTax Calo3MHOB CXOJHBI C TAKOBBIMU MPHU
HE/IOCTaTOYHOCTH apuicynbdarazbl A, JONMOJHUTEIBHO XapaKTepHbI TIeNaTOCIICHOMETaaus,
TUTIEPKUHE3BI, JbIXaTeNbHas HEA0CTaTOYHOCTD [3,6,11].

bonesnp @abpu - HacleACTBEHHOE, MpOrpeccupyloliee KHU3HEyrpoxarouee 3abosieBaHHe,
00yCJIOBIIGHHOE NEPUITUTOM JU3UCOMATBLHOTO (epMEHTa a-TaaKTO3WAa3bl (M3BECTHAs TaKKe
kak A nim a-I'AJl). depunur a-I'AJl npuBOAUT K pa3BUTHIO MPOTPECCUPYIONIET0 HAKOIJICHUS
[NIMKOC(UHTOJIUNHUIOB, B 0COOeHHOCTH TioOoTpuaosmiuepamuaa (I'JI-3), B BucuepaibHBIX
TKAaHAX U COCYJUCTOM 3HJOTENUH BO BceM opranusMe. Haxomnenue I'JI-3 paccmarpusaetcs B
KauyecTBE BEIYILEro MEXaHHW3Ma MPOrpecCUPOBaHUs NATOJIOTHUYECKOro Mpolecca y MaueHToB ¢



6one3npto @abpu. Tumn HacegoBaHUs 3a00JI€BaHUS PELIECCUBHBIN, X-CHETICHHBIHN (1e(eKTHBIN
reH Jokanusyerca B X-xpomocome). J[anHoe 3a0o0yieBaHne MepeaaeTcs M0 My KCKOM JTMHHUHU, TaK
KaK MYXKUYMHBI NEPEAAIOT X-XPOMOCOMY TOJIBKO CBOMM J04epsiM. MyK4YMHBI, CTpaJarouiue
6onesnpto Pabpu, nepenaroT AePEKTHBIM MPHU3HAK CBOUM J0YEpsSM, KOTOpBIE SBISIOTCA
HOCUTENSIMHU 3a00JieBaHUs. Y JKEHIIMH - HOCUTENBHHUIl IPU KaXJIOM 3a4aTHU PUCK Iepeadu
nedextHoro reHa cocrapisieT 50%. 3aboneBaHue pa3BUBAaeTCs MPAKTUYECKH y BCEX MYKUYUH C
ne(GeKTHBIM TeHOM. Y OOJBIIMHCTBA JKEHIIMH Pa3BUBAETCS pPsiJ CHUMITOMOB M MPU3HAKOB
6omne3an adpu (BCIIEICTBHE HHAKTUBAIMH Pa3HBIX X-XpOMOCOM B KieTkax) [3,4,7].

Knunnueckas kapTuHa:

- paHHHMe MposiBiIeHUs (Takue Kak, OOJIM B KOHEYHOCTSX, THIOTHAPO3 M aHTMOKEepaTroma)
MPOTPECCUPYIOT € pa3BUTHEM Oojiee CEepbhEe3HBIX OCIOKHEHUH CO CTOPOHBI ceplla, MoYeK U
HEPBHOM CUCTEMBI Ha TPEThEN-YETBEPTON JEKAJIC KU3HH;

- HEBPOJIOTHUECKHE MPOSIBICHUSA: aKpOMapecTe3ns, XapakTepru3yeTcsi XpOHUYECKMMH HOIOIIUMH,
KOJIIOLIIUMH, KTYYUMHU OOJIIMH U JUCKOM(OPTOM B JIAJIOHAX M CTOMAaxX HOT; «Kpu3bl Dabpuy»,
XapaKTEepU3yIOTCsl 3MU30JaMH OCTPbIX W MYYHUTENbHBIX O0Jeil, OObIYHO BO3HHMKAIOUIMX B
KOHEYHOCTSX, KOTOpPBIE HPPAIUUPYIOT BO BHYTPEHHHUE OPraHbl, JUIATCSA OT HECKOIBKUX MUHYT J10
HECKOJIbKUX HEJIEJIb; HETIEPEHOCUMOCTD X0JI0/1a, Kapbl, PU3NUECKUX HArpy30K; CHI)KEHHE CTyXa
U IIyM B yIIax;

- ACPMATOJIOTUYCCKHUC IIPOABJICHUA: aHTHMOKEpATOMA (y‘-IaCTKI/I KOXHBIX HOpa)KCHI/Iﬁ KpaCHOIo
OBE€Ta, HE 6J'ICJIH€IOHII/IG Py HaAAaBJIWMBAHUHU, JTOKAIHU3YIOTCA MPEUMYIICCTBCHHO Ha ATOAUIIAX, B
naxy, Ha IyImke, B BerHeﬁ qacTu 6eﬂep), TUIOTHUAPO3 UK aruipo3;

- J)KeTYJJOYHO-KHIIIEYHBIE TIPOSBICHUS: TIOCTIIPAHIMATbHBIE OOJH, CTIACTUYECKHE O0JH B )KUBOTE,
TOIIHOTA, TUapes;

- TJIa3HBIC CHMIITOMBI: KOJBLOCBUAHOC ITOMYTHCHHC POIOBUIBI, HC BJIHUAIOLICC Ha OCTPOTY
3pCHUs; COCYAUCTLIC MOPAKCHUA KOHBIOHKTHUBBI U CCTYATKH, IOMYTHCHHUC XPYCTAJIMKA,

-LICpC6pOBaCKYH}IpHBIC OCJIOJKHEHHUS: MIIeMHUYECKUMN HUHCYJIBT B MOJIOAOM BO3pAacCTC; TpOM603H;
TPAH3UTOPHBIC HIIEMUYCCKHUE aTaKW; TEMUIIAPE3; TOJIOBOKPYKCHUA U O6MOpOKI/I;

- CepIEYHO-COCYIUCTBbIE OCJIOXHEHMs: THUNEepPTpopuUs JIEBOTO IKeNIylouKa; CcepledHast
HE/I0CTaTOYHOCTh; 3a00JIeBaHMs KJAMaHOB cepiaua (0COOEHHO MUTpalbHAas HEJOCTAaTOYHOCTB);
MopakeHHe KOPOHAPHBIX COCYJI0B; HAPYILIEHUS TPOBOAMMOCTH; HAPYILIEHUSI PUTMA;

- IIOYCYHBIC HpOfIBJ’IeHI/IﬂZ noueyHast HEJO0CTaTOYHOCTD, HpOTeI/IHypI/ISI, I/ISOCTeHypI/Iﬂ, a30TEMUAA,
HapymcHue KaHaJ'H:I.IeBDfI p63600p6HI/II/I, CCKPCIUHN U SKCKpCUHNU
[13,19].

CwmepThb HacTynaeT B OOJbIIUHCTBE ciydaeB B 40-50 j1eT BCIIeICTBUE OCIOKHEHUN CO CTOPOHBI
MOYeK, Cep/IIia, epeOPOBACKYIIPHBIX OCIOKHEHHH.

WNudantunbneit 172G ranrnuo3uao3 (6one3us Tes - Cakca). B ocHoBe 3a00iieBaHUS JIEKUT
HapylieHne oOMeHa TaHTJIMO3UI0B, COMPOBOXIAIOIIEECS IMOBBLIIICHHEM WX YPOBHS B CEpOM
Bemectse mo3ra B 100-300 pas.

lanrnmo3uael HakarIMBAIOTCA Takke B TedeHHW, ceneseHke. [Ipm Oomesnm Tes-Cakca
ornpeaenseTcs AeGUIUT TeKCO3aMHUHUHUA3EI A - 0JTHOH U3 POPM JTM30COMATBEHOTO



¢depmenta. Tun HaciemoBaHUS ayTOCOMHO-PELECCUBHBINM, JIOKanu3alus TeHa - Ha 15-i
xpomocome (15g22- g25.1). Yacrora 3ab6oneBanus 1: 250 000, cpenu eBpeeB AmikeHasu - 1:
4000. Tlpu poxkaeHuun U B mepBble 3-4 Mecsla *XU3HMU JIETU HE OTIMUYAIOTCS OT 3JI0POBBIX
CBEPCTHUKOB. 3a0o0JieBaHHE DPAa3BUBAETCS MENJIECHHO, PEOEHOK CTAaHOBUTCS MEHEE aKTHUBHBIM,
TepseT TNPUOOPETEHHbIE HABBIKH, YyTpPauuMBaeT WHTepec K WrpymkaM. IlcuxoMoTopHbie
HapylIeHUs HAYMHAIOT pa3BUBATBHCA y nerei ¢ 4-6 mecsueB. [leTH CTaHOBSATCS anaTUYHBIMH,
MIEPECTalOT MHTEPECOBATHCS OKPY)KAIOLIUM, Y HUX HaOMonaeTcs MbllleyHas runotonus. K
KOHIy 1-ro roja >kM3HHM pa3BUBAETCS CIENOTa, 00yCIOBIeHHas aTpodueil 3pUTEeIbHBIX

HEPBOB; HWHTEIJIEKT CHMXAETCs 10 YpOBHS uauotuu. IlocTeneHHO pa3BHBaeTcs IOJIHAs
00e3/IBUKEHHOCTh, HAOIIOJAI0TCS CYZOPOTH, HE MOAJAI0LINECs TePaIHH.

CmMmepTh 00BIYHO HAcTymaeT B Bo3pacte 2=4 roaa [14,20].

Cdunromuenuno3  (6onesnr  Humanna  [luka) - ~ BHYTPHKJIETOYHBIH  JUMHIIO3,
XapaKTEPHU3YIONIUICS HAKOIJIEHHEM B KJIIETKaX PEeTUKYJI0HI0TeHs dhocdonnmmia
chUHTOMUENNHA W3-32 HApYyIIEHUS AaKTUBHOCTU COHUHTOMHUENHWHA3bl. THI HacleAOBaHUS -
ayTocomMHoO-penieccuBHbId. Yactora 3aboneBanus coctaBisieT 1:10 000. bone3ns reHeTHYECKH
reteporeHHa: BbyaensaioTcs 4 Bapuanta - A, B, C, D. Ilpu Bapuantax A u B ormeuaercs
nepunut cuHromuenuHasel, mpu Bapuantax C u D akTUBHOCTH SH3MMa HOpMasbHasl.

3aboneBaHne BCTpeYaeTcss TOJBKO B paHHEM JETCKOM BO3pacTe H  XapaKTepU3yeTCs
37I0KAa4e€CTBEHHBIM TeueHreM. Hauano 3a06o1eBaHus COMMPOBOKAACTCS OTKa30M

OT €JIbl, CPBITUBAHUSIMUA U PBOTOM. 3aTEM BBISBIIIOTCS 3aJIepP)KKa TICHXOMOTOPHOTO Pa3BUTHUS U
Mporpeccupyoias remnaTociuieHoMeranus. B ganbHeillieM pa3BUBAIOTCS CHACTUYECKUUN
TeTpamapes3, riyxoTa W ciemnora. HabOmromaercs ymMepeHHOE TeHEpaM30BAHHOE YBEIHUYCHHE
mumbaTtndeckux y3ioB. Koka mproOperaeT KOpUYHEBBIM OTTEHOK. Ha riazHoMm 1He
0oOHapy>KMBAETCsl BUITHEBO-KpacHOe MATHO. [Ipu BapmanTe 6one3nn A (kmaccuueckast ¢opma)
MMEIOTCSl TSDKEJIbIE TMOpaXEHUsI HEPBHOM CHCTEMbI, KOTOPBIE COYETAIOTCA C BBIPAXKEHHOU
rernarocrieHoMeranueil. Bapuant B otnnuaercst Gonee mo3nHUMU cpokaMu MaHUdecTauuu (2-
6 1er), OTCYTCTBUEM HEBPOJOTMYECKOM CHUMITOMATUKHM M XPOHUYECKUM TEUEHUEM.
UpesBbIvaitHON BapualOeIbHOCThIO Hadalla XapakTepu3yeTcs: BapuaHT OoJie3au C, mpu KOTOPOM
y 40% OOJIBHBIX OTMEUYAETCs MPOJIOHTUPOBAHHAS KENTyXa, Ucue3alas K 2-4 Mecsiem

JKW3HU, TUIHYHA TenaTociuieHoMmeranusa. Bapumant D 1o KIMHWUYECKOW KapTUHE CXOJEH C
BapraHToM C, y O0JIBHBIX YacTO HAaOII0IAI0TCSI MUOKJIIOHHYECKHe cyoporu [3,19].

bonesnr BonpTmana - HaciencTBeHHOe 3a00JeBaHME C AyTOCOMHO-PEIECCUBHBIM THIIOM
nepenaund. E€ oTHOCAT K JOBOJBHO PENKUM JHUMHA03aM. B ocHOBE OOJIe3HH JIEKHUT AEHUIIAT
KHUCTION TU30COMHOM NTUMAa3bl. DTOT PepMEHT 0OecTieunBaeT THAPOIN3 IPUPOB XOIECTEPHHA

u TpurauiepuaoB. Ero gedpunutr TPUBOAWT K HAKOIUICHHIO XOJECTEPHUHA B KIIETKax
MakpodaraibHOU cucTeMbl. MacCCUBHBIC OTIIOKEHHUS TUMUI0B OTMEUAIOT B CITU3UCTON 000JI0UYKe
U B MEXKMBIIIICYHOM HEPBHOM CIUICTCHHUH TOHKOW KHUIIKH, B OPBDKEEYHBIX M MEPUMOPTATHHBIX
nuMaTHYeCKUX y3JlaX, B TeMaTolUTaX W PETUKYIOIHAOTEIUOIHNTAX, B CENE3eHKe, KOCTHOM
MO3Ty, TIOYKax W HaJAMouYeuyHuKax. B mocmeqHux - B CeT4aToi 30HE U MO3TOBOM CJI0€ BO3HUKAIOT
(hOKyCHI HEKPO3a U MHOKECTBEHHBIC METPUDUKATHI PA3IUIHON BETUUMHBI.

Knnanueckas KapTuHa:

-CUMITOMBI TMOSIBJIAIOTCS. PAHO (B MEPBBIE MECAIbI )KU3HU) B BUJE PELUIUBHPYIOLICH pPBOTHI U
MmoHoca, THUNOTpoduH, AUCTPODUU, BBHIPAKEHHOW 3alEepKKH  (DU3UIECKOTO  PA3BUTHSA,
rernaToCIUIEHOMETalIuy, BbI3BIBAIONICH 3HAYMTENbHOE YBEJIWYEHHE >KUBOTA, MHO)KECTBEHHBIX
KCAaHTOM KOJKH, HapacTarolel HOPMOXPOMHOM aHEMUU;

- IPOTEMHOTpaMMa: yBeIHUEHHE a-TI00ynuHoBoi ¢pakuuu 10 30%;



- OMOXUMHSI KpPOBU: YPOBEHb XOJIECTEPHHA M JIMIOMPOTEHJOB CBHIBOPOTKH KPOBU OCTa€TCs B
npeJienax HoOpMbl, TUMOJIOBas poba ¥ aMUHOTpaHC(epasbl B HOPME.

B Buay MHOroo0Opasusi CUMOTOMOB, TOYHEE, CJIOKHBIX CHIIMTOMOKOMIIJIEKCOB (HapacTarouias
aucTpodusi, TernaToCINIEHOMEeraius, aHeMus, pBOTa U Juapes U T.A.) U ObICTPO HapacTaroei
TSOKECTH COCTOSIHUS, TuddepeHranbHas TMarHoCTUKa MPeCTaBIseT OoNbline TPYJHOCTH, U B
MOJABJIAIONIEM OOJIBIIMHCTBE CITy4aeB NPUYMHY OOJIE3HH YCTAaHABIMBAIOT HA aAyTOIICHH.

OcHoBHble HampaBieHus AuddepeHInanIbHON AUArHOCTUKU: OHKOJIOTHYECKOoe (HapacTarolast
Kaxekcus), JuMmdonpommdeparuBHoe (remaTocIUIeHOMETrausl, JuMQaaeHonaTrs, aHeMHus),
SHJIOKPUHOJIOTHYECKOE  (SIBHO  DHJIOTEHHBIM  XapakTep MOCTHATAIbHOM  TUnoTpodun),
HH3MMOMATOJIOTMYECKOe (KCAHTOMATO3 KOXH). Y CIOXKHAIOT U PepeHInalbHy0 TUarHOCTUKY
KIIMHUYECKHE CUMIITOMBI HHTEPKYPPEHTHOTO 3a00seBaHus (THEBMOHMS, KUIIIEYHAs WHPEKIINA),
4acTO BO3HHKAIONIWE TpH 3Toi Oomnesnu. [loatomy mpusHaku Oone3nn BonpMana dare Bcero
pacleHuBaroT Kak (poHOBOE 3ab0sieBaHNe MM cOCTOsIHUE. [Ipu 3TOM BBISBISIOT HECOOTBETCTBHE
MEX/1y TSKECTbIO COCTOSIHUSI M JIMarHO30M HHTEPKYPPEHTHOro 3aboseBaHus. B 3Tom onHa u3
ocoOeHHOCTEH U] PepeHInanbHO-TUarHOCTUYECKOro anroputMa 6osesnn Bombmana. [pyras
OCOOCHHOCTb ~ 3aKJIOYaeTcs B TOM, 4YTO BepuHUUMpyollas Mpoueaypa s psana
JUArHOCTUYECKUX BEPCUN MOXKET OKa3aThCs OJIHA U Ta JK€ U MIPUBECTHU K BBISIBICHUIO
cHenu(UUecKoro rnpu3Haka - 00bI3BECTBIICHNE HA/AMOYEYHUKOB, B TOM YKCJE U TOT/1a, KOrja 3Ta
npolieiypa npeanpruHuManach B pacué€re Ha Jpyrue HaXOKH.

Bonesns mpoTtekaeT kpaitHe TsDKEIO M 3aKaHYMBAETCS JICTATBHBIM HCXOJOM Ha MEPBOM TOaY
XKU3HH [3,6].

bonesnp Xonma Irwomnmepa Kpuctmana - HacneAcTBeHHOE 3a0ojeBaHWe W3 TPYII
rucTronuTo30B. Onucana pycckuM BpadoM H.M. TapateiHOBEIM B 1913 T., aMepuKaHCKUM
neauatpoMm A. Hand B 1893 r., aBctpmiickum pentreHoigorom A. Schuller B 1915 r.,
amepukanckuMm BpadoM H. Christian B 1920 r. Yame 6oJeroT JIeTH IOLIKOJIBHOTO BO3pacTa.
bonesns BbIpakaeTcsi COUYETaHMEM MHOXKECTBEHHBIX KOCTHBIX OYaroB M OOIIMX SIBJICHUH,
Pa3BUBAIOIIUXCS B CBSI3U C MOPAKEHHUEM T'MIIOTAJaMUYECKOH OO0JIACTH, COMPOBOXKIAAIOIIUMCS
pasnpaxeHueM mepenHen gonau runodusza. Baavane 3a0oneBanue TedeT 6ECCUMITOMHO. 3aTeM,
NposiBIIIeTCS 00pa3oBaHHWEM B KOCTAX, KOXe, JUM(paTHYeCKHX Yy3j7aX, KOCTHOM MO3re U
BHYTPEHHUX OpraHax od4aroB mnpojudepanuu KIETOK (TPeanoJOKUTEIbHO  OCEMIIBIX
MakpoaroB), B LUTOIUIa3M€ KOTOPBIX 3HAYMTEIBHO YBEIMYEHO COJEpKAHUE JIUIUIOB;
KIIMHUYECKH MPOSIBIISIETCS HECaXapHbIM TUabeToM, 3K30(PTaIlbMOM, O4araMu J€CTPYKLIUU KOCTel
(ocobenHo ueperna), 601 U MPUITYXJIOCTh B 00J1aCTH KOCTHOTO OYara, MOBBIIIEHUE TeMIIEPaTyphbl
u so3uHOouaus B KpoBu. Ilpu nanHom 3aboneBaHuM mpucyTCTBYeT Tpuaga Kpucuena,
MHOXECTBEHHBIE J1e(DeKThl, MOpa)karolllie KOCTH depena, 3K30(TalbMOMBl M HEcaxapHbIN
nuaber. [lapannenbHO ¢ 3TUM KIMHUYECKUM MPOSIBICHUSM ITPOUCXOIUT MOPAKEHUE

KOXKH, Ha KOTOPOM MPOSBISAIOTCS ceOOpeifHble BBICHINIAHUA. A B KOCTAX, TUM(OY3JIaX U TaKUX
OpraHax, Kak Ie4eHb, Cele3eHKa, MPOUCXOIUT oOpa3oBaHHE TpaHyjeM, KOTOpbIE COCTOSAT U3
KCAaHTOMHBIX ~KJIETOK. J03MHO(HIbHAs TpaHylieMa MOXET HMEeTh MOHOOCCAJIbHYI0 U
nosuoccanbHylo  ¢opMbl.  XapakTepHbIM  paHHUM  PEHTI€HOJIOTMYECKUM  NPU3HAKOM
503MHO(DUIBLHON TpaHyJleMbl SBIIS€TCS OBAJIbHOE WM SHUIEBUAHOE IPOCBETIIEHHE, Kpas
KOTOpPOr0 HMHOI/Ia HAallOMUHAIOT KpykeBa. B 3TOM mpocBeTieHMHM BUAHBI TCEBIOKHCTO3HBIE
ouarn. bonesnr Xonpa-llromnepa- Kpucrnana 5erko AMarHocTUpyeTcss ¢  IOMOIIBIO
MyHKIIMOHHON Oworicun. B Maszkax 0oOHapYXHBAaOT OOJBIIOE KOJIUYECTBO DO3WHO(PUIHHBIX
I'PaHyJOLIMTOB KaK 3peNbIX, TAK U MOJIOABIX Ha CTaAUM MHUEJIOLUTOB, BCTPEUAIOTCS IEHHUCTHIE
KJIETKU.



HpI/I ANArHOCTUPOBAHHUU W JICUCHHUU JOAaHHOTO 3a00JIeBaHUs IpoOBOAUTCA CHMIITOMAaTUYCCKOC
JICYCHUE, PCHTTCHOTCPpAIIMAd, a TaKKEC HCIIOJIB3YIOTCAd MCETOAbI FOpMOHaHBHOI\/’I TCparunu,
OCYIICCTBIIACTCA IIPUCM ITUTOCTATHUKOB.

[Iporno3 cuutaercs HebmaronpusaTHbIM. Okono 20% gerell ¢ KOCTHBIM KCaHTOMAaTO30M
OrudaroT OT HEJOCTATOYHOCTHU JIBIXaHUS U KPOBOOOpAIIEHHUS BCIIEACTBUE HapyleHUs! QyHKINN
TUIIOTaJaMUYecKOl WM TudHIedanbHoi 061acTu Mo3ra.

Hapymienust munuaHoro oOMeHa MOXHO CTPYIIHPOBATh B COOTBETCTBUU C MPEHMYIIIECTBEHHBIM
OMOXMMHYECKUM  (DCHOTHUIIOM: THIEPXOJECTCPUHEMUH, KOMOWHHPOBAHHBIC ITOBBIMICHUS
XOJIECTepUHA M TPUTIUICPUAOB, THIIEPTPUTITUIICPUIESMHUS, THIIOTHITHIEMUS, BTOPUIHBIE
aucaunmaemMun [3,6].

HacnencrBennas runepxosiecTepMHEMHUs —ayTOCOMHO-TOMHUHAHTHOE MOHOTE€HHOE 3a00JIeBaHue,
NPUYMHOM Pa3BUTHS KOTOPOTO SIBJISETCS HApYyIIEHHE CTPYKTYpPhl WIM (YHKIUHU PELENTOPOB K
munonporenHam Huskod minotHocty (JIIIHIT) Ha comaTtnueckux kieTkax (MEUEHOUYHBIX H
Apyrux) w/wim ux konmdectBa [5,13] (xiaccuueckas ¢popma HI'XC ), unm Hapymenus B
CTpyKType Mojekynbl anoiunonporenHoB B-100 u C (amo B-100 u C, 6e1KOBBIX KOMITIOHEHTOB
aunonporenHoB). Hapymienue penentopos onpeaenseTcs HaIM4ueM MyTHPOBAaHHOTO

reHa B jokyce JIIIHII nHa xopotkom muiede 19-ii ayrocoMHOM XpomMocomsl minu «amo B-3500
MyTaluei» - HapyuieHue CcTpykTypbl amo B-100 B momoxkenun 3500: Arg3500- >Gli (2
xpoMocoma); amo-C wmyrammm (19 Xxpomocoma) ¢ ayTOCOMHO-JIOMHUHAHTHBIM — THIIOM
HacnenoBanus. Hamnume myranuit B nokyce JIIIHII-penentopa Bcrpedaercs y 0,1 % mun B
obmeit momymsiuu U 1 % OONBHBIX C MPEXKIECBPEMEHHON HIIEMHYECKOW OO0JIE3HBIO Cepira
(UBC) IIpu »TOoM pacnpocTpaHEHHOCTh B MOIYJSAILMHM T'€TEPO3UTOTHBIX (HOpM, Korjaa pedbEHOK
MOJTy4yaeT MYTaHTHbIE T'eHbl OT OJHOrO M3 poxutenei, (1:500) ropa3go BbIllle TOMO3ZUTOTHBIX
(1:106) [10,16].

Knaccudukarus mTMIuaHbIX HapylIeHH, OCHOBaHHAsl HA U3MEHEHUH MPO(UIIS JTUITONPOTEMHOB
IUTa3MBbl MIPH UX 3JIEKTPOPOPETHUECKOM DPA3AETICHUHN WU YIbTpaleHTpU(PYHTHPOBAaHUH, Oblia
paspaborana [Jonansrom @penprukconom B 1965 roay. Knaccudukamus Openpukcona npuHsTa
BcemupHoli oprannsamnueit 31paBoOXpaHeHUs B KAYE€CTBE MEXTyHAPOJHON HOMEHKIATYPBI
runepiaunuaemMunt (tadm. 1) [21].

CemeifHass rumnepxojecTepuHeMHs - Haubojee paclpocTpaHeHHas ¢opMma HacleayeMoin
TUMEPIIMITUIEMUH JETCKOTO BO3pacTa, Mepeiaercss Mo ayTOCOMHOJOMHHAHTHOMY THUIy 4acTOTa
BcTpeyaemoctu 1:500. Ilpu Helt BhIABISETCS MOBBIIIEHHE OOIIET0 XOJIECTEPUHA U XOJECTepHHA
JIITHII mpm HOpManbHOM COAEpP)KaHWHM TPUTIULEpUAOB. [Ipm reTepo3suroTHOM COCTOSHHUH
yYpOBEHB OOIIETO XOJeCTepruHa OoJee 8 MMOJIB/JI, PU TOMO3UTOTHOM - 10 18-20 MMoub/1 (pHrCK
pa3BUTHS HILIEMUYecKor Oose3Hu cepaua (MHGapKT MUOKapia) COOTBETCTBEHHO B Bo3pacte 30-
40 et W B MepBOM JecATHICTHM Xu3HM). [Ipym 3TOM 3a00sIeBaHUM B pe3ylbTaTe MyTalUU
Hapymaercs (QyHKIMOHHUPOBAHUE MeMOpaHHOro Oelka-penenTopa JUIONPOTEHIOB HU3KON
mwiotHoctu  (JITIHII-penientopa). DTOT HaciaeICTBEHHBIH Je(eKT NPUBOAUT K CHHXKEHHUIO
KIIMPEeHCa JIMMOMPOTEUIHBIX YaCTUI[ M BCJIEICTBHUE 3TOTO K PE3KOMY IOBBIIIEHUIO YPOBHS
XOJIECTEpUHA B IJIa3Me KpoBH [15].

CemMeiinasi KOMOMHUPOBAHHAS TUIEPIUMHUIEMUS - TUIEPTPUTTUIICPUEMHUS, ACCOLIMUPOBAHHAS C
TUIEpX0JIeCTEpPUHEMHEH, Yallle BCETO0 CBA3aHA C COBOKYIHBIM YBEIMYEHHUEM JIMIIOMPOTEHUIOB
Huzkor mnotHoctu (JIIIHIT) w nunomporennoB oueHb Husko twioTHoctH (JITIOHII).
Pacnpoctpan€énnocts B momynsamuu 1:50 - 1:300. YacTtoTa BCTpEH4aeMOCTH Yy MALUEHTOB C
uimemudeckoit 6onesnpto cepama (MbC) — 15-30%. B oaHoil cembe BcTpedaroTcsi pazivyHbIe
TUIBl TUNEpIUNUAeMU. YacTo COMpOBOXKAAaeTCs CHUKEHHEM XOJEeCTepUHa JIUMOMPOTEUI0B



BbIcokoi motHocTH (XC JIIIBII). Tun HacienoBaHusi —ayTOCOMHO-TOMUHAHTHBIN. CemeliHas
TUNEPIUNIAIEMUS OOBEAMHIET HECKOIBKO BHJIOB TEHETHYECKHMX HapymeHuid. HawmbGoree
pacrpocTpaHeHO  3a00JIeBaHME, CBA3aHHOE C  HW30BITOYHBIM  CHHTE30M  MEUEHOYHBIX
tpuraunepuaos (TI). Tunm HacnenoBaHHs ayTOCOMHO-TOMHMHAHTHBIM, BcTpeuaercs y 15% c
npexaespeMeHHoil bC, yacTto conmpoBok1aeTcsi KOMIOHEHTaMU METaoJU4YeCKOro CHHIpPOMA
(oXupeHueM, HapylIeHHEM TOJEPAaHTHOCTH K TIIIOKO3e,runepypukeMueii). bonee Tspxénas
dopma ceMelHON THUNEPTPUTIHLEPUIEMHUH, CBSI3aHHAsA C JE(PUIMTOM JIUMONPOTEHUIUIIA3BI U
anonunonporenHa C I, UMeeT ayTOCOMHO-PEIIECCMBHBIN THI HACJIEIOBAHUS W BCTPEYAECTCS
nocratouHo peako (mennee 1: 10000). Yposensr TI' moBsimaetcst g0 10,0 MMOIB/7, MOBBIIIEH
PHUCK peLIUIUBUPYIOLIEr0 MaHKPEATUTA.

[Tonnmanue MeTabOIMUECKON OCHOBBI THIIEPXOJIECTEPUHEMUN OCHOBBIBACTCS HAa 3HAHMSX TUIA
reHetudecko Myrauuu penenrtopa JIIIHII. B 3aBucumocTH OT IpUPOABI TE€HETHYECKOTO
nedexkta 9TO 3a0oyieBaHWE KIACCU(MUIMPYETCS KaK PeleNnTOp-HeTaTUBHAs, PEeILeNnTop-
neexkTuBHas WM pelenTop-UHTepHalMoHanu3anuonHas  ¢opmbl  [15].  OcHOBHBIMHU
HapyILICHUSIMH SBIIAIOTCA HapylieHHbIN katabonusm JITTHII neyensto u npyrumu

Tkansamu depe3 JIITHII-penenTopsl, kotopsle cBA3biBatoTca ¢ ano B. IIpu marosnorun JIITHII-
peuenTopoB 3TO BhI3bIBacT noBellieHHe ypoBHs JIITHII B kxpoBM M yBennueHHe BpEMEHHU
LUPKYJIALMN JAaHHOTO BHJA JIMIONPOTEHMHOB, YTO B KOHIIE KOHIIOB BeAET K 0Opa30BaHUIO
M3MEHEHHBIX, MoauduuupoBaHHbix ¢opm JIITHII, obnamaromux BHICOKOH aTepOreHHOCTHIO.
I'omozurorasie Gpopmbl HI'XC oTinyaroTess oT TeTepo3UroTHhIX NONMHBIM oTcyTcTBUeM JITTHII-
pelenTopoB Ha MOBepXHOCTH KieTok u ynanenus JIITHIT u3 kpoBoToka nanHbIM yTéM, U 6oJjee
JUTUTENTbHON LMPKYJSAIMEeH UX TepupepudeckoM KpOBSHOM pycie B pe3ysbTaTe JaHHBIX
n3meHenudt (3axsart JIITHII kneTkamu mporcXoauT HEpeUEenTOPHBIM CIOCOO0M), TOTAA KaK MPHU
reTepPO3UTOTHBIX (hOpMaxX YHUCIIO PELUENTOPOB CHUKEHO MPUMEPHO HAMIOJIIOBHHY.

[Tpu Hammuuu mytanuu «ano B-3500» Genok ano B-100 He cBs3pIBaeTCs ¢ penenTopoM. Jrta
MyTallls BCTPEYaeTcs ¢ 4acToToi npubausurenbHo 1 Ha 600 B 001Iel nomynsuuu, XoTs 00bIYHO
3TO HE BBI3BIBAET 0COOEHHO Tskenoil runepiunuaemuu [21]. V mouru 4% aui ¢ KIMHAYECKON
CEeMEMHON TrumepxojieCTepUuHEMUEN MOXEeT uMeThcs JnedekT amnoiumnonporenHa B. 3to
MPUBOJUT K PA3BUTHIO CXOKUX HApYIICHHUH U TOBBIILIEHUIO YPOBHs 061ero xonecrepuna (OXC)
n xonectepuna JIIIHII B kpoBu, B KOHEYHOM UTOre CIOCOOCTBYET aKTHUBAILMU
aTEpPOCKIIEPOTUUECKUX H3MEHEHUH CEpACYHO-COCYJUCTOM CHUCTEMBI. [ 'HMCTOIIOrMYeCKUMU
MPOSIBIICHUSIMU JIaHHOTO TIpollecca B aOpTe€ M KPYMHBIX apTepusix OyayT: JUNUAHOE
NPONMUTHIBAHUE CTEHKH COCYyJa, JIMIIOMJI03 vasa Vvasorum, OOWJHe NEeHUCTBIX KJIETOK U
KPHCTAJUIOB XOJIECTEpMHA B MHTHME M Menuu. [Ipu nampHeWmieM NporpecCUpoOBaHUM JIAHHbBIC
HapylmIeHUs TPUBOJIAT K (OPMHUPOBAHUIO U  POCTY  aTEPOCKIEPOTHUYECKUX  OJISIIEK.
ATepockiepo3 pa3BUBAETCs, KOTJa YPOBHU XOJIECTEpHHA B KPOBH MPEBBILIIAIOT CHOCOOHOCTH
OpraHu3Ma BBIBOJIUTH XOJIECTEPUH U3 KPOBOTOKA, TAKUM 00pa3oM, IPUBOAS K OTIOKEHHUIM
JKUpa B CTE€HKE cocylnoB. KilMHHMuYecKHe TMpOsIBIEHHS COOTBETCTBYIOT YPOBHIO H
pacrpoCTpaHEHHOCTH TATOJIOTHYECKUX HapymeHuid. Hawmbonee spkuM npuUMepoM paHHETO
BO3HHMKHOBEHHS aT€POCKIIEPO3a SIBJISAETCS €ro pa3Buthe y aereit ¢ romosurornon HI'XC.

I'unepnumonporenaeMuy 00yCIOBICHBI HAPYNICHWSMH OOMEHa JIMIHUIOB IUIa3MBl KPOBHU
BCJEJACTBHE J1e(eKTOB (EPMEHTOB WM KJIETOYHBIX peUenTopoB. JIMOuael Ma3Mbl KPOBU
MPEACTABISIIOT CO00M OONBIIYI0 TPYNIy COCAWHEHWH, B OCHOBHOM JKHPHBIX KHCIOT,
TPUIIIMLEPUAOB U XosiecTepuHa. [IOBBIIEHHOE COJepKaHKUE JIMIHUJIOB B IJIa3M€ KPOBH MOXKET
ObITh  MYJIbTHU(AKTOPUATbHBIM WM MOHOTE€HHO 00ycioBieHHbIM Jedekrom. YacroTa
reTepPO3UrOoT MOHOT€HHO OOYCJIOBJIEHHBIX THMIEPIMUIIONPOTEHHEMUN B PA3IMYHBIX MOMYJISAIMIX
cocraBisieT oT 1:100 1o 1:500 (B OONbIIMHCTBE €BPONEHCKUX CTPaH).



[lepBuYHbIE TUNEPIMIUACMUN - T€TEPOTeHHAas TpyIMIa HacieqyeMbIx 3aboneBanHuil. OmnucaHo
IATh OTAENbHBIX moatuno runepaunuaemuu (I, IL I, IV u V)

[15,17].

KomOunupoBanHass ceMmeliHasi TUIEPIUIIUAEMUSI - TOBBIIIEHHE YPOBHEW XoJecTepuHa U
Tpuriannepuaos. Berpeuaercs yaie, yem npeaslayninii Bapuant. Bo B3pociom Bo3pacte paHo
BO3HHMKAET aTepOCKIEPO3 KOPOHAPHBIX U MEPUPEPUIECKUX COCYI0B.

CemMmeitnas T HUIICPIINITUACMU A I Tumna XapaKTCPpU3yCTCA YBCIMUCHUCM KOJIMUICCTBA XUJIOMUKPOHOB
U TPUTTIALOCPHUOIOB, HHU3KHMM YPOBHEM JIMIIOIPOTEHUI0B, CHHXXCHHUCM HOCTFeHapHHOBOﬁ
JIATIOJUTHYECKON aKTHBHOCTH IIa3Mbl. KIIMHMYeCKH 3a00JIeBaHKE XapaKTCPU3yCTCsA

0oysIMU B KHBOTC, FeHaTOCHHeHOMeFaHHeﬁ, KCaHTOMaMH.

Cemeitnas runepnunuiemus Il tuna oOycioBiieHa MOBBILIEHWEM B IUIa3Me€ KPOBU YpOBHEH
JUIMONPOTEUI0B, X0IecTepruHa, GochOIUNIHIIOB IPU HOPMAIBHOM COAEPKAaHUH TPUTIHILIEPHIOB.
Tun II A obycnosnen aedgexrom rena peuentopoB JIITHII, Bo3moxkHa Takxke Moauduxamus
anonunonporernHa B-100 u amonporenna JITIOHIL, y GonbHBIX pe3Ko YBEIHYEHO COJEpIKaHUE
JIITHII. Tum II B xapakrepusyercs ysenuuenuem coaepxkanus JIIIHIT u tpurnunepunos. [Ipn
TOMO3MIOTHOM COCTOSIHUM HAONIOJAaeTcsl paHHEE pa3BUTHE aTepoCKIIepo3a C TSHKEIbIM
MOPAKEHUEM KOPOHAPHBIX COCYJIOB, IIPU T'€TEPO3UTOTHOM - YMEPEHHOE MU3MEHEHHE JINIUJI0B U
pasBuTHE aTepockieposa B Bo3pacre 30-40 ner.

Cemelinas runepnunuaemust Il Tuna xapakTepusyeTcsl MOBBIIMIEHHBIM COAECpPKAHUEM B KPOBH
JITTHII, nunonpoTen1oB, NPeIUnonpoTenI0B, XojaecTepruHa, (GochoIunuaoB U TPUTIIULIEPHIOB.
'uneprpurnuuepuaeMus HaOMOJaeTcss IMpH JUeTe C BBICOKUM COJIEpKAHUEM YIJIEBOJIOB
(HapylieHHe TOJEPAaHTHOCTH K TIIIoKo3e). KiMHMuYeckn paHO BBISBISIIOTCS KCaHTOMBI,
aTepoMaTo3, BEIpakeHHast KOpoHapHasi 00JIe3Hb.

Cemeitnass runepnunuaemus [V Ttuma oOycnoBiena BbeicokuM  ypoBHem  JITIOHII,
MPETUIONPOTEUIOB U TPUIIIMLIEPUIOB, TPUTIIMLEPHUIEMHUsT HAOIIOJAeTCsl MPU MOBBIIIEHHOM
COJIEpP’)KaHUU YIIEBOAOB B nueTe. KIMHUYECKH BBIABISAIOTCS HAPYLIEHUS TOJEPAHTHOCTH K
IJII0KO3€, HIIIeMHUYecKast 00JI€3Hb.

Cemeiinas runepnunuiaemMust V tuna o0yclioBI€HA MOBBIIIEHHBIM CO/IEPKaHUEM XHMJIOMUKPOHOB,
JIITOHII, mpenunonpoTenioB U TPUTIULEPUIOB, HECKOJIBKO YBEIMUYEH YPOBEHb XOJIECTEPHHA.
Knunndeckn xapakrepusyercss MNpUCTynamMu Oojieli B JKMBOTE, TemaToCIIeHOMeraiueH,
pasButueM atepockiepos3a u UbC, HapyieHneM ToJaepaHTHOCTH K rirokose [16,18].

VY B3pOCIHBIX THIEPIUIIONPOTEUAEMHIO ONPENEIISAIOT, KOTIa COIEpKAaHUE XOJIECTEpHUHA B IUIa3Me
KpOBH TpEBbINIAET 5,2 MMOJB/T WM COAEpP)KaHWE TPUTIUIEPUIOB BbIIE 2,2 MMOJb/I.
N3o0mupoBaHHOE MOBBILICHKUE B IUIa3M€E KPOBU KOHLEHTPALMH TPUTIULEPUIOB CBUAETEIBCTBYET
O TOBBIIIEHHH Konu4decTBa XwIOMHKpoHOB, JIIIOHII m wux ocratkoB. WM3omupoBaHHas
rumnepxosiectepuHeMus ykaspiBaeT Ha mnosbimieHue JIIIHIIL. IloBelmieHune copepkaHus Kak
TPUTIINLIEPUIOB, TAK U XOJECTEPUHA BBI3BAHO YBEJIMUEeHNEM XUIOMUKpPOHOB niu JITIOHIIL, mpu
3TOM OTHOILIEHHE TPHUIIMLEpUbl/XonectepuH Boime 5:1. C apyroif cTOpoHBI, OAHOBPEMEHHOE
yBenuuenue JIIIOHIT u JITHIT compoBokgaeTcsi OTHOLIEHHEM TPUTIUIEPUIBI/XOIECTEPUH
ke 5:1 (Tabm. 2).

CemeitHbli 1epUIUT TUIONPOTEUUINIIA3k] -pe/IKoe HapyIIeHNe, epeaaolieecs Mo ayToCOMHO-
pELeCCUBHOMY THUITY, BO3SHHMKAIOIIEE MPU OTCYTCTBUU WIN ASPUIUTE JTUIONPOTEHATUNIA3bI, YTO
3aMeIIseT MeTa0oJaM3M XMJIOMUKPOHOB. HakoruieHne XWJIOMHUKPOHOB B IIIa3Me KPOBHU
BBI3bIBACT PELMAUBHUPYIOIINE IPUCTYIIBI TAHKPEaTHTa OOBIYHO ellle B AeTcTBe. KcaHToMaTo3HbIe



BBICBIIIAHUS TMOSIBISIFOTCSL Ha STOAMLIAX, TYJOBULIE M KOHeuHocTAx. Ilma3sma kxpoBu wnmeer
MOJIOUHBIN BuJ (uneMuyeckasi, xunesHas). [IposBienus ncyesaror, Korjga OOJbHON MojydaeT
JMETY, C Pe3KUM OTpaHUYeHUEM KUpOB (He 6osee 20 rpamMMm B JIeHb). Y CKOPEHHE aTepOCKiIepo3a
HE IIPOUCXOUT.

Cewmeitnbiii aedpurnut anonpotenHa CII. Peakxoe napymieHue, mepenarormieecst 1Mo ayTOCOMHO-
pelecCUBHOMY THUIY, BBI3BaHO OTCyTCTBHEM amornporenHa CII, scceHIMaIbHOro KodaxkTopa
JIUTIOIIPOTECU IJINIIA3EI. B PE3YIbTATC HAKAINIMBAKOTCA XHWJIOMHUKPOHBI W TPUTIIHULCPHUIBI,
BBI3BIBAIOIINE TaKUE >K€ HAPYIICHUs, KaK U JIeQUIMT JHUIONPOTEHIINNa3bl. JluarHoctuka
TpeOyeT ycraHoBieHUs OTCyTcTBUs amomporenHa CII ¢ momompio anekTpodopesa OENKoB.
Jleuenue TpeOyeT IUETHI, CBOOOAHOM OT KHUPOB.

CeMeliHas AMCATUNONPOTEUAECMHUS TNEPEAAETCA KaK MyTalUsl OJHOTO I'€Ha, HO JKCIPECCHS
TpeOyeT IOMOJHUTENBHOIO BO3JACHCTBUS T€HETHYECKUX M (WiH) (aKTOpOB BHEIIHEW CpPEJbI.
[ToBblieHNe cofep)KaHusl XOJecTepUHAa W TPUTIHUIEPUIOB B IJIa3Me KPOBU OOYCIOBICHO
HaKoIUIeHWeM dYacTull, mogo0HbeIx octatkaMm JIIIOHII. B BeIpakeHHBIN aTepocKiiepOTHYECKUI
IpoIlecC BOBJIEYEHbI KOPOHApHbIC, BHYTPEHHHE COHHbIE apTepuu U aOJOMUHAIBHBIA OTHEIN
aopThl; paHO BO3HMKAeT HMH(APKT MHOKapAa, TIEepPeMeKaromascs XpoMoTa M TaHTpeHa.
BbIpaskeHbl KCaHTOMBI KOH, IIOJIOCAThIE KCAHTOMBI JIAJOHEW, a TaKXe Y3JI0BaThle WU
y3J10BaTO3PYNTHUBHBIE KCAaHTOMBL. ConepikaHue TPUTIULEPUIOB U XOJECTepUHA IOBBIIIEHO B
OJINHAKOBOM CTENEHM.

KoHuenTpanus xoyiecTeprHa KpPOBHU INPU TETEPO3UTOTHOM CEMEMHON THUIEPXOJECTEPUHEMUU
yBenuuuBaercsi ¢ gercrBa. [Ipu ypoBae OXC Oonbiie 7,8 MMONB/I B JETCKOM BO3pacTte
HeoOxonumo uckmounte HI'XC, a mo naHHbIM 3apyOe€XHBIX aBTOPOB IPH HAONIOJECHUU U
noobcnenoBannu naeredt ¢ mokazarensmu OXC OGonee 6,7 MMOJB/T B OOJNBIIOM MPOLIEHTE
CllyyaeB  MO3BOJSIET  BBIIBUTH  HACJTEICTBEHHbIE  HApyIIeHHs  OOMeHa  JIMIUIOB.
l'unepxonecrepuHeMust y eTeil MOXKET OTMEUYaThCs C MOMEHTa POKICHHUS M Ha MPOTSHKEHUU
Bcel manpHeuIned ku3HH, nokaszarean OXC mosbimarorcs o0ergHo OT 8,0 70 12,0 MMOIB/II.
[ToBeimennas konueHtpanuss OXC MoxeT ObITh BBISBICHA JaXKe MPHU HCCIECIOBAHUUA KpPOBU
HoBOpOXkJeHHOTO (y OonbHOro HI'XC ona Oyner 3HAYMTEIBHO MPEBBILIATH HOPMAJIbHYIO
KOHIEHTPAIUIO XOJIECTEPUHA B CHIBOPOTKE KPOBM MYIMOYHOTO KaHaTwka 1,7-2,0 MMoib/ JauTp.
OnHako CKpUHUHT Ha OOIIMIl XOJNeCTepMH KpPOBH B OSTOM BO3pacTe IMPOBOJAUTH HE
pekoMeHayetcs, Tak kak, JIITHII, sBasromumecs TOMUHUPYIOIIMMU JIAIIONPOTEUIAMUA B KPOBH
IUI0/1a, MOTYT BBI3BIBATh IMOBBIIIEHHWE KOHIIEHTPALMU XOJECTEpHHA ropaszo Ooyiee yacTto, 4eM
ceMeiHasi TurepxoyiecTepuHeMHUs. XOJECTEpUH CHIBOPOTKM KPOBH Yy 3J0pPOBBIX JETe B
BenukoOputanuun u CIIA, mo gaHHBIM 3apyOeXHBIX aBTOPOB, BO3pAacTaeT Ha IEPBOM IOy
KHU3HU 10 CpeHero 3HaueHus 4,1 MMoib/a (95 nepueHTusb - 5,2 MMOJIB/J) U Ha JAHHOM YPOBHE
COXpaHseTcss 0 Hayajla BTOpPOro JecsTka JieT ku3Hd. [Ipnuém mokaszarenu 1o mybeprara y
JIeBOYEK M MaJbYMKOB CYIIECTBEHHO HE pa3nuyaroTcsi. VIMEeHHO 3TuUM apryMeHTHpyeTcs
CHIDKEHHME auarHoctuyeckoro nopora aerckoil HI'XC mo ofmemy XoiecTepuHy ChIBOPOTKH
KpoBHu BbIie 6,7 mmoinb/i. B manpreimem, nuarno3 HI'XC nmoteepxmaercs B 95% cmydasx.
VYpoBeHb XOJecTepuHa KPOBU Y JIFOJIEH OOJNIbHBIX CeMEHHON rumepxojiecTepuHEMuUei, Kak 1 B
oOIel MOy, yBEIHYUBAeTCs ¢ Bo3pacToM. OOBIYHO TIPH TETEPO3UTOTHOW CEMEHHOM
XOJIETECTPOJIEMUM 3HA4YEHHsS B JiBa pa3a IPEBBIMIAIOT TAaKOBbIE NPU OTCYTCTBHUM MYyTalluu
pentenitopa JITTHIL. ¥V B3pocnbix ¢ rereposurotHort HI'XC xonectepun oOBIYHO B mpejenax
9,0=14,0 mmonb\n [15,22,23].

Takum oOpa3zoMm, pekoMeHIyeMmble KpuTepuu rerepo3urotHoil ¢popmsl HI'XC: koHueHTparus
XOJIECTEpUHA CBIBOPOTKH BBIIIE 6,7 MMOJIB/T y AeTeit muamme 16 net wiu 6onee 7,5 MMOB/T y
B3POCIJIBIX, IUIFOC CYXOKMJIbHAsI KCAHTOMA y MAllMEHTa WIK POJCTBEHHHUKA IIEPBOM WK



BTOPOW CTEMEHHM poOJCTBA. Y HEOOJBIIOT0 KOJUYECTBA NAIMEHTOB TaKXKe OTMEYaeTcs
MOBBILICHUE YPOBHS TPUIIMLEPUIOB KPOBH, XOTs peako Oonee 4,0 mmons/n. Hanuuume
MOBBIIIEHUS TPUIIIMLUPUIIOB YTSDKENAeT TeUeHUe 3a00JIeBaHuUs U yXY/IIAaeT MPOTHO3.

Cemelinas runeprpuriunepuaemus. Ilepenaercst mo ayrocOMHO-10OMUHAHTHOMY THUITY, IIPH 3TOM
yBenuuenne JITIOHII B miazMe KpoBW MOBBIMIAET COJEPHKAHUE TPUTITUUEPUIOB OT 2,2 110 5,5
MMOJIBb/JI. XapaKTepHbl 0’)KUPEHUE, TUIIEPIIIMKEMHUs U TUTIEPUHCYINHEMHUSL.

Caxapublil 1uaber, ynotpediieHrne ajkorofisi, OpaJibHbIX KOHTPALENTHBOB, a TAaKKE TMIOTHPEO3
yXyIUIalOT COCTOSIHME. BBHUAY YCKOpPEHMs aTepOoCKIEpPOTHYECKOro Ipolecca  CleoyeT
MPEINPUHSTh SHEPTUYHOE YCTPaHEHUE BCEX CIOCOOCTBYIOLMX (PaKTOPOB, B TOM YHCIE, PE3KO
CHM3UTh MOTpeOICHNE HACHIIEHHBIX KUPOB [23]. ['mnepTpuriauiepuieMus yacto HabIoaaeTcs
y 6onbHbIX HI'XC ¢ n36pITounoit maccoit Tena. Yposenb OXC mpu 3Tom yacto npesbimaet 20,0
MMOJIB/J1. OKupeHue 0OBIYHO BCTPEYAETCsl PEJKO MPH CEMEMHOM rUIepXoeCTepUHEMUH 110
CPaBHEHHIO C IOYTH BCEMHU JAPYTUMHU THIEPIMIUIEMHUSIMHU, TUMIEPTEH3USI U CaxapHbIi nuader
Takke OTHocuTenbHO He vacTel npu HI'XC 1o cpaBHEHMIO € MOYTH BCEMH JAPYTUMU
runepiaunuaeMusiMu. ['omo3urotHas Gopma ceMelHOI THIepXoIecTEPUHEMHH - OJJTHO U3 CaMBbIX
TSDKEIIBIX MOHOTEHHBIX PACCTPOMCTB JIMIUIHOTO OOMeHa. Y JieTeil ¢ TOMO3UTOTHBIMU (hopMaMu
HI'XC nossimenue ypoBusi OXC kpoBu Oonee BelpaxkeHo u npesbinieaet 15,0-18,0 mmons/mn, B
OTIENBHBIX CIIy4asx MoxeT pocturath 25,0 MMonb/n u gaxe 40,0 mmons/n. KnuHndeckum
MIPOSIBIEHUEM Takke OyJeT MAacCUBHBIM KOXHBIH M CYXOXKMJIBHBIM KCaHTOMaTo3. KcaHToMbl
MOTYT BBISIBISITCA M Ha INEPBOM TOAY XU3HU. YPOBEHb TPUIIHUIMPUIOB HOPMAJIbHBIA WIH
cHIKeH. Kpome BbIpaK€HHBIX CYXOKUJIbHBIX KCAHTOM MOSIBIISIFOTCSI OPaHKEBO-KEJIThIE KOKHbBIE
IUIOCKHE KCAHTOMBI B OOJIACTH STOAMIl, B MEXKNAJIBIEBONW TKaHH, JaJOHAX M KOJeHsAX. YacTo
HaOJI0/IAI0TCS TOJTUAPTPAIITHH.

BrisiBneHHe KaxJa0ro HOBOTO CIydash CEMEWHOW THIEPXOJIECTEPUHEMHUHN JA€T BO3MOKHOCTH
BBISIBUTH NOPAKEHHBIX POJCTBEHHUKOB. TakoOM MOJIXOM, U3BECTHBIM KaK KaCKaJHbIM CEMEMHBIN
CKPUHMHT, OKa3bIBa€TCA Jydllle, YeM OOILIUI WM CeIEKTUBHBIN CKpUHUHT [18].

Takum o00pa3om, gake CpaBHUTEIBLHO HEOOJIBIION TepeueHb HACJIEeACTBEHHBIX Oose3Hen
JUOUAHOTO OOMEHa, W3 YCTAaHOBIEHHBIX Ha CETONHANIHUN JeHb, YyKa3blBaeT Ha WX
MHOTOYHUCJICHHOCTh, pPa3HOOOpa3uWe TEUYEHUS W Pa3IUyHbIi TporHo3. [[ms wuX BBISIBICHUS
TpeOyeTcst KpomoTiuBas padoTa NPaKTUKYIONUX Bpadyeil pa3IMyHBIX CHENHUaIbHOCTEH IO
THIATEIILHOMY HW3YYEHHIO CEMEHHOTO aHaMHe3a, IEeJCHAIpPABICHHOE YIIyOJIEHHOE KIMHUKO-
naboparopHoe oOcnenoBanue. BakHa paHHsS qUarHocTHKa 3TUX 3a0oieBaHuil. CyIiecTByeT psi
y‘-Ipe)K)IeHPIfI, B 3a/la4y KOTOPBIX BXOAUT BBIACHCHUC YAaCTOTBI PACIIPOCTPAHCHUA TEX HUJINW MHBIX
HACJIEJICTBEHHBIX 3a00JIeBaHUH, a TAK)Ke MPOTHO3 MOTOMCTBA, €CJIH B CEMbE BBISIBIIEH PEOCHOK C
TEM WJINW HWHBIM HACJICICTBCHHBIM 3a00JIeBaHIEM JIMIIUIHOT O oOmeHa. HaCJ'Ie)ICTBeHHBIC
3a00JIeBaHus JTUIUIHOTO OOMEHA HE TaK PeIKH, Kak MPUHITO CUUTATh, OJJHAKO MHOTHE W3 HUX
MOYHO TIPEAYTPEAUTH TyTeM HAy4YHO 0OOOCHOBAHHBIX MEPOTIPUSTHA.
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