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Knaccudukauums

[OMOLMNCTUHYPUS - FeHETUYECKN reTeporeHHoe
HacrneacTBeHHoe 3abonesaHne 13 rpynnbl
amuMHoaumgonaTuin, obycrnoBrneHHoe
HapyLleHnem meTabonmsma
cepocogepalmnx aMMHOKUCIOT, B NEPBYHO
oyepeab METUOHUHA.

CyllecTByeT knaccuyeckasi roMoLUCTUHYPUS,
NMMPUOOKCUHYYCTBUTENBHASA U
NMPUOOKCUHPE3NCTEHTHAS.

[Mpun KNnaccnyeckon roMOLMUCTUHYPUN
BCrnenCTBME HEQOCTAaTOYHOCTU LMCTaTUOH-
B-CMHTa3bl HapyLlaeTCs LMKN
npeobpasoBaHna (METUNNUPOBAHUSA U
AeMeTUnNnMpoBaHNA) cepocoepxallen
aMWUHOKMCIIOTbl METUOHMHA.

[lBe cnepyowme popmbl CBA3aAHbI C
reHeTU4YeCKkn AeTEPMNUHUPOBAHHBIMN
aedektamm peMeTUnMpoBaHns METUOHUHA,
BO3HMKAKOLMMWN BCNEACTBME HapyLLUEHWUS
aKTUBHOCTU 5-meTunteTparnapodonar-
roMoumncTenH-meTunTpaHcdepasbl 1
6nokom dpepmenTa N(5,10)-
MeTureHTeTparngpodonarpenykrasbl.
YkasaHHble ABe doOpMbl CONPOBOXAATCA
HE NOBbILLEHNEM, & CHMXKEHNEM
KOHLEeHTpaumm METUOHMHA B KPOBW.

MmaBHbIe TUMDI rOMOUnNCTUHYPUN.

- Nedonuunt uncrtatnoHmH 6eta-cuHtasel (CBS);

- Dedununt metuneHtetTparngpodonar
peayktasbl (MTHFR);

- KoMGnHupoBaHHasi roMOLMCTUHYPUS U
meTunmMarnoHosas aumgypua tuna C (CblC);

- KoMB1HMpoBaHHaA roMOLIMCTUHYPUS U
meTunmarnoHoBas aungypua tuna D (CbID);

- Dednumt meTnoHunH cnHTasbl (CblG);

- [lednunT METUOHNH CUHTa3bl peayKTasbl
(CblE);

- KoMGuHnpoBaHHasi roMOLMCTUHYPUS U
MeTunmMarnoHosas aumaypua tuna J (Cbld);

- KoMGnHupoBaHHasi roMOLMCTUHYPUS U
meTunmanoHosas aungypua tuna F (CblF).




XpomaTtorpamma

o Konun4yectBeHHOe onpeaeneHne romoumcTnuHa B Moye, a
Takke MEeTUOHMHA 1 TOMOLUMCTUHA B Nfia3aMme MOXeT ObITb
BbINOJIHEHO C MOMOLLLIO KONTOHOYHOWU XpomaTorpadoun
Ha aMWUHOKUCNOTHOM aHanusartope. OTOT aHanms
npegoycMaTpuBaeT YCTaHOBMNEHME YPOBHA rOMOLMCTUHA,
roMoymcTtemHa, METMOHMHA, UMCTAaTUOHUHA, LUCTUHA U
ancynbunaoB roMOUNCTENH-LIUCTEVH.

« Cnenyet UMeTb B BUAY, YTO B MOYe 340POBbLIX JI0OEN
rOMOLMCTUH He onpedengaeTtcs. Y rpyaHbixX geten oo 1
roga CytoyHoe BblaeneHne MeTMoHMHaA C MO4You
cocTaBnseT 1 Mr, ULUCTUHA - 2 MT, UMCTAaTUOHUHA - 1 Mr U
TaypuHa - 20 wmr.



HykneoTnaHasa 3ameHa, ee

pe3ynbTat U 3aMeéHad aMUWHOKUCTIOThI

HyxkJieorua
Hasl 3aMeHa

3aMEHBI ITap OCHOBAHUW B HYKJICOTHITHOM MOCJICA0OBATEIbHOCTH
CTPYKTYPHOI'O T€HA 4aCTO MPUBOISAT K 3aMEHE OJTHOM aMUHOKHUCIIOTHI B
MOJIANENTUIHOM LEH, ONIPEICIIIEMON OJJHUM I'€HOM.

K yemy Beger
HYKJICOTH]]

HadA 3aMCEHa

Bener K mopaxxeHuI0 COEIMHUTENBHONW TKaHU 32 CYET YCUIICHUS CUHTE3A
Cynb(})aTUPOBAHHBIX TPOTEOITIMKAHOB C MOCIEAYIONICH JAereHepaiueit
AIIACTUYECKUX JIEMEHTOB, JEMO3UIIMEN KOJIJIareHa U KaJlbIIU(UKAIIUECH.
Mytanuuu B rene CBS npuBOAST K CyIIECTBEHHOMY CHUKEHHIO aKTUBHOCTH
(depMeHTa HUCTAaTUOHUH-P-CUHTA3bI, BCIEACTBUE YETO HAPYIIACTCA
MEeTa0O0IM3M CEPOCOAEPKAIIECH AMUHOKHUCIOTH METHOHHUHA.

K 9eMy Be,[[éT 3aMCHA aMHWHOKHCIIOThI

K uemy Benér
3aMeHa
AMHHOKHCJIO

ThbI

[Ipu HapymieHnu oOMeHa METUOHUHA (HE3aMEHUMOW aMUHOKHUCITOTHI,
KOTOpasi BXOJUT B COCTaB OCJIKOB U SIBJISIETCSI OCHOBOM J1JIsI MHOTHX BEIIIECTB,
HEOOXOJUMBIX OPraHU3MY ) PE3YJIBTATOM SIBJISIETCS] CKOTUICHHUE B TIJIa3Me
KPOBU TOMOLIMCTEMHA (AMUHOKHUCIIOTA, ABJISIIOIIASICS TPOMEXYTOUHBIM
IPOAYKTOM IIPH pacriazic METUOHWHA, KOTOPAs B JAJIbHEUILIEM B HOPME
peBpallaeTcs B Apyrue He0OXOAMMbIE aMUHOKHUCIIOTHI), YUTO OKa3bIBAET
naryOHO€ BJIMSIHUE HA OPTaHU3M: TOMOLIMCTEUH MTOBPEXKIAET CTEHKHU
cocyoB, BbI3biBaeT noppexienue [{HC (1eHTpanbHON HEPBHOW CUCTEMBI).




deHOTUN OONBLHOIO

I. OcobennocTH
CTPOCHHS CKeJIeTa:

YKOpo4YeHHOe TynosuLle, * YanMHeHHble KOHEYHOCTH, * HapyLueHue
ocaHKu, ¢ «baweHHas» doopma Yepena, « HenpaBusnbHbIN NPUKYC U
poCT 3y60B, * Bbicokoe Hebo, * KopoTkas wes, ¢ «KpblrioBUAHbIEY»
nonatku, * BopoHkoobpasHasa gedopmauns rpyaHon knetku (|
cTeneHn), « BanbrycHasa gedgopmauns HUXKHUX KOHEYHOCTEMN, °
[MnockocTonue, * BuicTynneHne NAToYHbIX Oyrpos, * OcTeonopos
(HE3HAYUTESIBHO N YMEPEHHO BbIPaXXEHHbIN).

ll. NameHeHuns » CHMXeHne nHtennekra, * [Natonornyecknn xapakrep 33l ¢
HEPBHOW CnacTtnyeckasa noxogka.

CUCTEMBbI:

lll. PaccTtponctea | ¢ lNoaBbiBuX xpyctanukos)!) « BropuyHasa rnaykoma, * IameHeHuns
3peHuns: rmasHoro gHa (Hekotopoe obecuBevnBaHUe ceTvaTKn).

V. N3ameHeHunsa

» HapyweHna obmeHHbIX npoueccoB B Muokapae (no gaHHbiM OKI).

cepaeyHo-
COCYAUCTOU

CUCTEMBI:

V. Bonocel: CeeTnble, MArkne BONOCHI, BbIOLIMECS KPYMHbIMU 3aBUTKaMM.
VI. LiBet  [lony6on, * Kapun.

_ pagy>KHOW




KnnHuka

o KnuHunyeckne nposiBneHns roMoUMCTUHYPUM pasHble,
Hanboree xapakTepHbl cnegyroLwme: yMCcTBEHHas
OTCTanoCTb, 3KTOMUS XPYCTaNnKoOB, KOCTHbIE
aedopmauymmn, TpomoboamMoonNun n cepaedHo-cocyancTas
natonoruda. Takme et npu poxageHun BoIrnsgaT
300POBbIMW.

Kak cebsi nposiBnsaeT:

o 3aboneBaHune xapakTepunsyeTcsi BCEMU KavyecTBamMu
MOHOreHHOW naTonorun: peann3yeTca Bcrneacteune
reHHOU MyTauun, NPUBOAALLEN K HAPYLLUEHUIO
NepBUYHOro OMOXMMMNYECKOrO NPOAYKTA,
XapakTepusyeTtca nporpeaneHTHbIM Te4YeHUeEM,
KNMUHUYECKUM NoNMMopdon3MomM 1 reHeTU4eCcKou
reTeporeHHoCTbo, NNENOTPONHLIM AEUCTBUEM MrEHOB.



Ncxon

BnaronpuaTtHeln - npu cobnogeHun aneTol.

BbipaXXeHHbIe OCIOXHEHUS, aCCOLUMMPOBAHHbIE C TOMOLINUCTUHYPUEN:
MEHTarnbHas petapgauus, NCUXUYECKNe HapyLLeHus,
rncnxopeyeBble, YMCTBEHHAA OTCTANOCTb, Cy4OPOru, CKerneTHble
HapyLleHna (JONIMXOCTEHOMESNS), COCYOAUCTbIE HapYyLLUEHUS,
BKITlOHatoLme apTepuarnbHblie TPOMbOO3bI (apTepuarnbHast OKKIo3us
KOPOHapHbIX, LepebparnbHbIX U nepndeprnyecknx cocyagoB) u
BEHO3Hble TPOMODO3bI (BKITHOYad aMOOsMI0 NeroyHon apTepun),
OCTEOnopo3, ANCrokKauua xpycranumka, MMonus, NpuaoanHes.
metoTca gaHHble, cBuaeTenbCcTBytouwme oo nsmeHeHnn obmeHa
COeVHUTENIbHOM TKaHN Yy DOMbHbLIX C TOMOLMCTUHYPUEN.

Penkune ocrnoXXHeHusd, accoummpyemblie C FOMOLNCTUHYPUEN -
datanbHaga uepebpoBacKynspHasa OKKNO3Us, XPOHNUYECKNN
(MOOOCTPLIN) NAaHKpeaTUT, SKCTpanmpamMmmaHble CUMNTOMbI
(OUCTOHWUS, MMOKITOHYC, OpOMaHANOyNApHaa AUCTOHUSA).



IInarHocTuka

[narHo3 ycTaHaBnMBaloT B BO3pacTe 3-X NeT, korga obHapyXusatoT
NoABbIBMX XpycTanuka, HO B DOSbLUMHCTBE Cny4vyaeB ApKas KIMHUKA
pasBuBaetcs go 10 net. Poantenun sameyatoT, 4TO BO BPEMSA ObICTPOro
OBWXEHWNS rONIOBOM padyXku pebeHka apoxat. 3aTeM NPUCOENHSIOTCA U
apyrve rrnasHble CAMNTOMbI: MUOMUA, acTUrMaTu3Mm, rnaykomMa, Katapakra,
OTCNOMKa ceTyaTku, aTpodumsa 3puTenbLHOro Hepsa. AHOManuMu ckeneTa y
Taknx geten nposaABnsaoTCcs 0COOEHHO YacTo.

OTmevaeTcs gucnponopunst TENOCNOXEHNS B BUAE YKOPOYEHUSA TynoBuLla,
YONUHEHUA KOHEYHOCTEN, YMEPEHHO BbipaXXeHHbIN OCTEONopo3 KOCTeN,
CKOJTNO3, UCKPUBIEHNE rofieHn, gedopmMmaunm rpyagHon KNneTkn, BbICOKOE
Hebo, nonasa cTona. Y aTux geten ronybule rnasa n cneyndunyeckas
aputema B hopme 6aboukm n aputTemaTodHast NIATHACTOCTb KOHEYHOCTEWN.

[lnarHocTtuka 3aborneBaHus:
3akno4yaeTcs B BbIiBIEHUN TOMOLIMCTUHA B MOYE.

[MpoBOoaAT Npoby C HATPONPYCUAOOM, a TakKe DyMaxXHyo XxpomMmaTorpaduio
aMMHOKUCIIOT.

OnpepnensaoT cogepXaHne aMMHOKUCIIOT B Nnasme.



JleyeHMe

OcHOBHbIMW 3a4a4amMn MeQUKO-TEHETUYECKOM KOHCYNbTaLMu
ABNAITCA CneayoLlmne:

1) BbIABNEHNE N YYET HacrneaCcTBEHHbIX 3abofieBaHU, B TOM YnUCIie
MaccoBoe 0bcnegoBaHMe HOBOPOXKAEHHbIX ANS BbISIBIIEHUS
naTonormm obmMmeHa BeLeCTB;

2) naya MeaguKo-reHeTUYeCKNX PeKOMeHJaLNn B OTHOLLEHUN
NporHo3a 340pOoBbs NOTOMCTBA;

3) BbiIABNEHMEe reTepo3nroTHOro HOCUTENbLCTBA;
4) pekomeHgaummn no NpoBeaeHN0 afeKBaTHOIO NeYeHus.

JleyeHue BKMOYaerT:
bonblne o3kl BUTamuHa B6 n donmeBon KNCOThI,

aveTtoTepanuio - NPOAYKTbl C HU3KUM coepXaHnemM MeTUOHUHA.
[lonyctumoe coaepxaHme MeTUoHUHA - 29-45 mr Ha 1 kr maccebl 1
pa3 B CYTKW.
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