HacneacrBeHHble 6one3Hn. MIk.
/npaKkmu4yecKuu HaeblIK/



CuTyauuoHHble 3agauu Ansi caaum HaBblka « HacneacTBeHHble 6onesHu .

MIK»

NMosicHeHMA ANA BbINOMIHEHUA 3adaHUN:

1. KaxxabI 3 ymcna CTyaeHTOoB rpynnbl NpeaBapuTenbHO NofyyYaeT 0gHY CUTYaUNOHHYHO

3afavy

2. Nonb3ysack HpopMmaunen, N3NOXeHHOM B TEKCTE, UMUTUPYS paboTy Bpada — reHeTuKa,

NPOBOANT MEOMKO — FrEHETUYECKOE KOHCYNLTUPOBaHNE B NMMCbMEHHOM BuAe B paboyen
TeTpaaw.

3. Cneayet nocneaoBaTenbHO U3NOXUTb TPU 3Tana KOHCYNbTUPOBaHMUS:

v

v

Ha nepBoM aTane yTo4yHsieTcs amarHo3. Hy»kHo onucaTtb nocneaoBaTenbHO Bce
Mcnonb3yemble MeTobl, HAYMHAs C COCTaBNEHUSI POAOCHOBHOM CXEMbI.

Ha BTOpoMm 3Tarne cocraBnseTcs NPOrH03 NnoTomMcTBa:

011 MOHOreHHoro 3aboneBaHnst COrnacHO TEOPETUYECKN OXXMOAEMOMY PUCKY C
ncnonb3oBaHueM 3akoHoB [.MeHagens

Ong crnopaguyecknx criydaeB XpOMOCOMHbIX CUHAPOMOB NPU MPOCTON TPUCOMUN, KaK
MWHUMarbHbIN — 1-2% C y4ETOM BO3pacTa maTepu

ONng XpOMOCOMHbIX CUHAPOMOB CO cbanaHcupoBaHHOW PpOBEPTCOHOBCKOW TpaHCIOKaLUnen
PUCK pacynTbIBaeTCA COrfiacHO NPOLEHTHOMY COOTHOLLEHUIO raMeT B Meno3e (CM.
NnpunoXeHue)

NpU PeaKNX XPOMOCOMHbIX CUHOPOMAaX YYUTLIBAETCSH CPeOHSAs YacToTa BCTPEe4YaeMoCTun B
nonynauum ( ctpaHe)

05151 MUTOXOHAPUWarbHbIX 6one3Hen yunTbiBaeTCa YacToTa BCTPEY4aeMOCTH B NONyNAUmMax

Ha TpeTbem 3T1ane noaBoAuUTCS UTOT PELLEHUS TEHETUYECKOW 3a4a4M U B MUCbMEHHOM
BUAe NaéTtcd 3aknyeHne




PekomeHayemasa nutepatypa

Buonorus. YuebHuk / nog pea.B.H.ApbirvHa/,T 1 - M.:I'S0OTAP — Meana, 2020, ¢ -248 — 283
Buonorus. YuebHuk | nog pea.B.H.ApbirvHa/,T 1 - M.:'S0OTAP — Meaua, 2011, ¢ 296 - 321; 358 - 407

Buonorusa. PykoBoACTBO K NPpakTUYeCKMM 3aHATUAM. YyebHoe nocobue [nog pea. B.B.MapkuHown/, - M.:
OTAP —Meauna, 2010, €. 79 -84; 92 —116

JnneuH ET. U ap. leHeTuka ans Bpaven. M. MeaunumHa, 1990

VMBaHoB B./.,bapbiwHnkosa H.B. VI ap. TeHeTuka [nog pes. B.N.MBaHoBa — M. KL, «KAKAAEMKHWTA»,
2006

MyT0BMH [".P. OCHOBbI KIMHUYECKOU FreHeTUKK. Jlekumun. — M..»Bbicluas wkona», 1997



IMpuaoxkenust

PacyéTr reHern4eckoro pucka

YacroTa cpenu

T seyranmm i HOBOPOK ACHHBIX
AYyTOCOME
Tpucomus 21
47.XX(XY)+ 2] Hayna 1/700
Tpucomus 13
47, XX(XY)+13 [laTay 1/5 000
Tpucomusa 18
47, XX(XY)+18 Onapaca 1/10 000
[TONoOBBIE XPOMOCOMBI (XEHCKHE)
X0, MoxocomMua [[Iepemerckoro- 1/500
45, XO Tepuepa
XXX, Tpucomus .
47 XXX XXX-CHHAPOM 1/700
[TonoBbie XPOMOCOMBI (MYKCKHE)
i Knait 1/500
47 XXY aiHpensTepa
XXVY 2
48 XXY Knaiudensrepa 1/500
el HyOub Y 1/1 000

47, XYY




PacuéT reneTrdeckoro prucka npu pooepTCOHOBCKUX TPAHCIOKALIMIX
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[Tponomkenue pacuéra pucka
a - TUIIBI TAMET Y HOCUTEJIS PELIUITPOKHON TPAHCIIOKAIIN; Y (PEHOTUITUYECKH 3J0POBOTO0 HOCUTEIS

cOaTaHCUPOBAHHOM PELIMIPOKHON TPAHCIOKAIIMU MOKET OBITh 4 THIIa raMET U, COOTBETCTBEHHO,
OXKUJIAIOTCSI TOTOMKH:

1) ¢ HopMaJIbHBIMU (PEHOTUIIOM U T€HOTHUIIOM;

2) u 3) - ¢ cuHApOMamu, 00yCIIOBIEHHBIMU YaCTUYHON MOHOCOMHEN M YaCTUUHOM TPUCOMUEN
COOTBETCTBYIOIIMX BOBJICYEHHBIX B TPAHCIOKALIMIO XPOMOCOM;

4) ¢ HopMabHBIM (PEHOTUIIOM, HO, KaK U UX POAUTEIIb, SABIISIOUIUECS HOCUTEISIMU PELIUITPOKHOMN
cOaJIaHCUPOBAaHHOM TPAHCIOKALINH;

O - TUIIBI TAMET Y HOCUTEII pOOEPTCOHOBCKOM TpaHCIOKaluu; y (PEHOTUITMYECKHU 3J0POBOTO HOCUTEIA
pOOEPTCOHOBCKOM TPAHCIIOKAIIMKU MOKET OBITh 6 TUIIOB raMeT. [ eHOTUIBI U PEeHOTUITBI BO3MOMKHBIX
MIOTOMKOB y HOCUTENS pOOEPTCOHOBCKOM TpaHcmokaiuu rob(14;21) npeacraBieHbl B Ta0IUIE

HpI/I OTHOCHUTCIIbHO PCAKUX CHUHPOMAX



Cxema pecrpuxkuuu JJHK
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[Tonumepasnag nennas peakmus - 1111P
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KOMMNIEMEHTAPHBIE NPOTUBOMONONHbIM

KOHLam pasHblx Lenei Tpedyemoro dparmenta JHK

0 Henatypayus npu 94 - 96°C e Omxur npu ~ 68°C e SnoHrayus npu 72°C
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FISH-ananu3 (¢mroopeciieHcTHAs
rubpuaysanys in situ)

MCHOJ]I)ZYIOTC}I 30H/JpI, KOTOPEI € AB/IAKTCA

FISH coueTtaeT B cebe KOMIT/IeMeHTapHBIMHM I10 OTHOII €HUI0 K
TperuMyllecTBa KlaCCUUeCKUX nocneaosarebHocTaM JTHK,
[[UTOJIOTMUECKUX, TP eACTaB/IA IO UM 00beKT M3yUeH .

2. OuHu noMeueHH! (hJIyope CeHTHOM MEeTKOMH,
HMTROEERCTHNCERIARI I103BO/IA FOT BHETH JIOKATH3AIUI0

HOBEHIIINX MOJIeKY/IIPHBIX MHTepeCy I UX TeHoB B cocTaBe JHK win
MeTO[OB. XPOMO COM.

O6BLEeKTOM UCC/Ie/IOBaHUS -
YHUKa/TbHbIe HYK/1e0TU/IHbIe

AHK-30M
S — A/f
KOHerTHOﬁ XPOMOCOMEI WIH KPAGHT .‘n.\.. S

ee OTAe/IbHOI'O YUACTKd.




JIHArHoCTHKA ¢ HCIOJIbL30BAHHEM METoNA
Fluorescence in situ Hybridization (FISH)

« Kuaccuueckuit merog FISH-ananu3a ocHoBan & Baggs €
Ha rHOpHAU3ALHHU H3BCCTHOM no Y
HykaeotuagHomy cocraBy JHK-nmpober ¢
YYACTKOM  TECTHPYEMOH  XPOMOCOMBI H
NOCICAYIOIIMM  BBIABJICHHCM  pE3yJIbTara
rHOpUAN3ALUHU N0 METKE — ()IIyOPECUCHTHOMY
CHTHAIY B O’KMJIAcMOM y4vacTke. B kauecrse
JHK-nmpoosr (JHK-30H12) MOTyT COyKHTh
oTHOCHTEIbHO HeOoapmue (pparmeHTsl JHK,
KOMIIJIEMCHTAPHBIC AHATH3HPYCMOM
nociacaoBareabHOCTH  XpomocomHou JIHK
(MumEeHU) OOJIBLHOTO.




3agaualNel

B KKMI oOparmnucs cynipyru C — BBl B CBSI3HM C POXKJICHUEM Yy HUX PEOEHKA, OTCTAIOIIETO B
NCUXO0(PU3UUECKOM Pa3BUTUHU OT CBEPCTHUKOB. KpoMe naHHOTO peO&HKa, pOJIMBILIETOCS OT TPEThEH
OEpEMEHHOCTH, B CEMbE UMEIOTCS €I1I€ IBOE 3I0POBBIX MaIbUUKOB 12 1 14 net. VI3 naHHbIX aHaMHE3a
CTaJI0 U3BECTHO, YTO POJUTEIN CyIIPYrOB, CECTPa )KEHBI U OpaT My»a 30pOBbI U UMEIOT 110 OTHOMY
3nopoBomy pedénky. Cymnpyre 40 net, cynpyry 42 roga. bau3kumu poicTBEHHUKAMH OHU HE SIBJISTIOTCS.

Nx KapnuOTHUIIbI HOPMAJIbHBIC

[Ipu ocMoTpe pedEHKa 0OHapy>KEHO: BO3pacT pedEHKa 4 roja.
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KapnoTtun pebéHka

deHoTMn pebeHka



JlanHbIe ocMoOTpA:
.Muxkpouedanus, IyHOOOpa3HOE JUIO C TUIIEPTUIOPU3MOM, AHTUMOHTOJIOUIHBIN pa3pes3 MIa3HbIX LI,

'3MMKAHT, HU3KO PACIONIOKEHHBIE YIIHBIE PAKOBUHEI , HHTEIUIEKTyalbHOE Hegopassuthe. Co CIIOB MaTepH,
B IIEPBBIC MECSIIBI TOCTIE POXKICHUS PEOEHOK U3/IaBaJl KPUK, TIOXOXKHUN HA KOIIIAYhe MSIyKaHbE, KOTOPHIM B
MOCJICICTBUU HCUE3.

[Ipy peHTTeHOIOTUUYE€CKOM UCCIEOBAHUM OOHAPYKEHO: IOPOKU CEP/Ila, MOJIKOBOOOPa3HbIC MMOYKH,
YJIBOEHHE JIOXaHOK.

Ha nepmarornude oOHapyx eHO:

HECKOJIBKO TTOBBIIIEHAs] 4aCTOTA 3aBUTKOB Ha MaJIbIax

BBICOKMH OCEBOM TPUPAINYC

HECKOJIBKO TTOBBIIIEHA YaCTOTa y30POB TE€Hapa

MOBBIIIEHHAS YaCTOTA Y30POB HA 4 MEXIAIBIEBOM MOAYIIECYKHA, B OCHOBHOM 3a CYET MIABHOW JIAJJOHHOU
avHuu "D"

eMHCTBEHHas crubarenbHas ckiaaka gagonu (UI1b).

[IpoBeauTe TpH 3Taa MEAUKO — FTEHETUYECKOTO KOHCYJIBTUPOBAHMS, UCOJIb3YS IPUBEJCHHBIE JaHHbIC. Ha
MepBOM dTare (YTOUHEHUE IUarHo3a) MoCae0BaTEIbHO U3JIOKUTE TAHHBIE METOJIOB:

Knunuuaeckoro (ocMoTpa)

['eneanoruyeckoro (MOCTPOEHUE POTOCIOBHOM CXEMBI MO JIAHHBIM aHAMHE3A)

[{uTtoreHeTMUECKOTO (aHAIM3 KApUOTrpaMMbl C 3alIMChIO0 KapHOTHUIIA PEOEHKA)

Hepmarornuduueckoro

CocTaBbTe MPOrHO3 MOTOMCTBA, UCITIOJIB3YS TAOIUILY IMIIUPUUECKOTO PUCKA U CHICJIANTE 3aKIIOUEHHUE O
pEIICHNY T€HETUYECKOM 3aa4y B MUCbMEHHOM BUJIE.

Kakune MOneKyasspHO — FEHETUYECKHUE METObI MOKHO MCHOJIb30BaTh JJIsl IOCTAHOBKU JUAarHo3a?
YKakuTe METO/Ibl MPEHATATBHON JUATHOCTUKMU.



3agaualNe2

IManuerka b — Ba, 42 get, ooparunack B KKMI' ¢ 11enp10 mpor1o3a moToMcTBa, B CBSA3HU C POXKICHUEM Y
Heé BO BTOpOM Opake peOEHKA C MHOKECTBEHHBIMU BPOXKIEHHBIMU MOpOKaMu pa3BuTus. OH ymMep cpasy
nocJie poxaeHus. M3 1aHHbIX aHaMHE3a CTall0 U3BECTHO, UTO B MIEPBOM OpaKe Yy KEHITUHBI POAMIICS
3I0pOBBIN ChIH. BO BTOpoM Opake nepBbie 1Be OEPEMEHHOCTH MPEPHIBAIMCH HA PAHHEM CPOKE, a TPEThS
3aBEPIIMIIACh POXKJICHHEM JaHHOTO peO&Hka. PoguTenu nanuerku, e€ 1Ba OpaTa 3J0pOBbI U UMEIOT TPEX
3I0pOBBIX nouyepen. Pogurenu cynpyra, ero IBe CECTPbI 3I0POBBL.

JlaHHbIE OCMOTpa MPHU POXKIACHUU peOEHKA (TTPEACTaBIECH COOTBETCTBYIOIIUM JOKYMEHT): MUKpoledanus,
HU3KO PACIIOIOKEHHBIC YIITHBIE PAKOBUHBI, IBYCTOPOHHSS paciieanHa TBEPAoro HEOA U BEpXHEH ryObl,
MOJIMJIAKTWIIMS Ha CTOTe, aHO(PTanbMus, 3anaBliee NePpeHOChe,IOPOKHU Cep/Lla, TyIoYHas Ipblxka.
Kapuonoruueckoe ucciaeaoBaHue ycrenu npoBectu pedEHky. Ha mpuéme y Bpaua Takoe e uccieqoBaHue

OBLIIO MPOBEJICHO NalMeTKe. Y He€ oOHapyKeHa cOajaHCHpOBaHHAs poOEpTCOHOBCKAs TpaHiokamus 13
XpOMOCOMBI Ha 15. 3
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Kapnotun pebéHka deHoTMn pebEHka



Hepmarornud pedEHKa:
*[OBBIIIEHHAS] YACTOTA BCTPEYAEMOCTH AYT
*[OBBIIIEHHAS YaCTOTA PAIUAIBHBIX METETh
*BBICOKHI OCEBOM TPUPAAUYC JIAJOHU
*4acThl Y30pbl B 00JIACTH TEHApa
*paIMIbHOE OKOHYAHUE TIABHBIX JIAJIOHHBIX JTMHUN
*¢IMHCTBEHHAs crudarenbHas ckiaaka jgagonei (UI1b)
*CKJIaJIKa Ha MU3HIIE.
N3noxurte B TeTpajid TpU dTara MEJUKO — TeHETUYECKOTO KOHCYJIBTUPOBAHUS
Ha nepBom 3Tane (yTouHeHHE AUarHo3a) nocjie10BaTeIbHO U3JI0XKUTE JaHHbIE METOJOB:
*Knuaunueckoro (ocMoTpa)
*['eHeanornueckoro (MOCTPOCHUE POJOCIOBHOM CXEMBI 10 JAHHBIM aHAMHE3a)
[ [uToreHeTnyeckoro (aHaaM3 KaApUOTPAMMBI C 3aMKUCHI0 KAPUOTHUIIA pEOEHKA)
*Jlepmarornuduyeckoro
3anuiuTe B TETPaJIu KapUOTUIIBI peOEHKA U MATEPHU.
CocTaBbTe MPOrHO3 MOTOMCTBA, YUYUTHIBAsI BOBMOKHbBIE COPTA FAMET B OBOT'€HE3€E Y MAaTepH, a TAKXKE 3UTOT
npu or1o0TBOpeHrn. CaenaiTe 3aKJIIOUeHUE O PEIICHUM FTeHETUYECKOM 3a/1a4M B MUCbMEHHOM BHJIE.



3amauaNe3
Cympyru I1 - Be1 ob6patuinuce B KKMIT ¢ 1ie1p10 mporao3a moToMCTBa B CBSI3U C POXKICHUEM Yy HUX
€IMHCTBEHHOTO pebEHka ¢ 6one3nbto Jayna. JKene 38 nert, e€ myxy 42 rona. O6a cynpyra 370pOBbI, UX
poauTenu, ABa Opata Myska 370pOBbI, cCecTpa B Opake uMeeT peO&HKa ¢ mopokoM cepama. [1o muHuM >KeHbl
JIBE CECTPBI 3/I0POBBI U UMEIOT 10 JIBa 3J0POBBIX peOEHKA.

IIpu ocmoTtpe pedEéHKa 0OHAPYKEHO: YIUIONIEHHOE JIMI0. MOHTOJIOMIHBIN pa3pe3 I1a3, SIMUKAHT, KOPOTKHM
HOC C TJIOCKOM CITMHKOM, MaKpOTJIOCCHIO, Opaxuiiepaanio, HU3KO PaCIIOKEHHbIC 1e(DOPMUPOBAHHBIE

YIIHBIE PAKOBUHBI.
Kapuotunsl cynpyroB B npejenax HopMmbl. Pe0EHKY npoBenu obcienoBanue. [JlaHHbie TPUBEICHBI.
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[IpoBenute Tpu 3Tana MEIUKO — FEHETUYECKOTO KOHCYJIbTUPOBAHUS, UCIIOJIb3Ys TPUBEICHHBIE TaHHBIE.
Ha nepBom 3Tane (yTouHeHHE AUArH03a) MOCJIEeI0BaTeIbHO U3JI0KUTE JaHHBIE METOJIOB:
*Knuaunueckoro (ocMoTpa)
*['eHeanorn4eckoro (MOCTPOCHUE POJOCIOBHOM CXEMBI 10 JAHHBIM aHAMHE3a)
[ [uToreneTnyeckoro (aHaaM3 KaApUOTPAMMBI C 3aMKCHI0 KAPUOTHUIIA PEOEHKA)
*Jlepmarornuduyeckoro

CocTaBbTe MPOrHO3 MOTOMCTBA, UCIIOJIB3YS TAOIHUILy IMIIUPUUECKOTO PUCKA U CACIANTE 3aKIIOUEHHE O
PEILICHUH T€HETUYECKOM 3aJ1a4i B MMCbMEHHOM BHJIE.

VYkakuTe, Kakhue METOJIbI ITPEHATAIFHON JUArHOCTHUKH 11eJIeCO00pa3HO MPOBECTH IIPH MOCISAYIOIICH
OEpPEMEHHOCTH.

Kaxkue MOJICKYJEIPHO — I'CHECTHYCCKUEC MCTOAbI MOKHO HMCIIOJIB30BATh I YTOYHCHHUA JUArHo3a
HaCJICACTBCHHOI'O 3a00JieBaHUS?

Hepmarornud: - npeoOnagaHue yabHapHBIX NMETEIb HA
najbIlax

BBICOKMH OCEBOM TPUPAINYC
- UIlb

CIMHCTBEHHAs crudaTreibHas CKJlaJiKa Ha
MM3HUHIIE

MOBBIIIICHA YaCTOTA Y30pOB Ha TEHApE
paadaibHbIC TN Ha 4 — 5 majblax

- TIOBBIIICHA YaCTOTa y30pOB Ha TCHape



3agaualNed

B KKMI' obGpatuiucek cynpyru o noBoAy OTCTaBaHUS B MCUXO(PU3NMUECKOM Pa3BUTUU ChiHA. Malbuuk
POIUIICS TOHOIIIEHHBIM BTOPBIM peOEHKOM B ceMbe. [lepBoil poauiacs 3q0poBas 10ub. PonoTBeHHUKH CO
CTOPOHBICYIIpYTa: POAUTEIHN, OpaT U JBE CECTPHI 3/I0POBBL. Y CeCTEP MO OJTHOMY 340pOoBOMY peOEHKy. Co
CTOPOHBI CYIIPYTH POJUTENH, ABa OpaTa U UX JBE J0YEPH 3710POBBI.

Kapuorunsl cynipyros B Hopme. Cynipyre 32 roaa, cynpyry — 36 JierT.

JlanHble ocMOTpa pebEéHKa

OTMeuaeTcst yMepeHHas 3a/IepKKa MOTOPHOTO M pEYEBOT0 Pa3BUTHS, CHI)KEHUE NHTEIUICKTA.

JIuo accuMeTpruyHOE; BHICTYHAIONIUN J100; MUKpoLedains; MHOKECTBEHHbBIE KOHTPAKTYPhI CyCTaBOB,
0COOEHHO KHUCTEH U cTol. XapakTepHa riryookast 6oposna mexay | u I kocTsimu mttocHbl; Oosbline
YIIHBIE PAKOBUHBL.

[IpoBenuTe MEAMKO — TEHETUYECKOE KOHCYJIBTUPOBAHUE. M3II0KNTE pEIICHUE TEHETUYECKOW 3a1a4H.
OxapakTepHu3yiTe BCE UCITOIb30BAHHBIE METOABI TEHETUKH M BO3MOXHYIO IPEHATAIBHYIO JUATHOCTHKY.
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PeHOTUN pedEeHKa Kapnotun pebéHka



3agaualNe5

[Tanimetka b — Ba, 42 net, ooparunack B KKMI' ¢ 1ienbro mpor1o3a noToMcTBa, B CBA3U C POXKICHUEM Y HEE
BO BTOPOM Opake peOEHKa ¢ MHOKECTBEHHBIMU BPpOXKIAEHHBIMU OpOKamMu pa3Butusi. OH yMep cpasy Ioclie
poxknenusi. I3 JaHHBIX aHaMHeE3a CTajio U3BECTHO, UTO B MEPBOM OpaKe y JKEHIIUHBI POJUIICS 310POBbIN
cbIH. Bo BTopoM Opake nepBbie JIB€ OEpEMEHHOCTH MPEPHIBAIUCH HA PAHHEM CPOKE, & TPEThs 3aBEPIINIIACH
POXKJIEHUEM JTaHHOTO peOEHKa. PoguTenu nanueTku, €€ Aa Opara 310pOBbI U UMEIOT TPEX 3I0POBBIX
nouepeu. Ponurenu cympyra, €ro Ase CECTPhI 310POBBI.

JlaHHBIE OCMOTpa IIPU POXKACHUM peOEHKaA (TTPeICTaBICH COOTBETCTBYIOIMI TOKYMEHT): MUKpoIiedaus,
HU3KO PACIIOJIOKEHHBIE YIITHBIE PAKOBUHBI, IBYCTOPOHHSIS pacillelInHa TBEPAOro HEOA U BEpXHEM I'yObl,
MOJIMAAKTUINS Ha CTOIE, aHO(PTaIbMHs, 3aMaBliee MePeHOChe,IOPOKH CEP/LIA,TyIIOUHAs TPhIXkKa.
Kapuonornueckoe ucciaenoBaHue ycrnenau rnposect peo&Hky. Ha nmpuéme y Bpaua Takoe e UCCIeI0BaHUE
OBLIO MPOBEJCHO MalyeTke. Y Heé 0OHapyKeHa cOajJaHCUpPOBaHHAasi poOEpTCOHOBCKAs TpaHaoKalus 13

XpPOMOCOMBI Ha 15.

PeHOTUN pedEeHKa
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Hepmarornud pedEnka:
*[OBBIIIEHHAS] YACTOTA BCTPEYAEMOCTH AYT
*[OBBIIIEHHAS YACTOTA PAIMAIBHBIX METETh
*BBICOKUI OCEBOW TPUPAINYC JIATOHU
*4aCThl Y30pbl B 00J1aCTH T€Hapa
*paIMAIbHOE OKOHYAHUE [IABHBIX JIAJIOHHBIX JTUHUN
*¢IMHCTBEHHAs crubarenbHas ckiaaka gagonei (YI1b)
*CKJIJIKa Ha MU3HIIE.
M3noxurte B TETpaay TPU dTaa MEJUKO — FEHETUYECKOTO KOHCYJIBTUPOBAHUS
Ha nepBom 3Tane (yToYHEHHE AUArHo3a) Mocjie10BaTeIbHO U3JI0XKUTE JaHHBIE METOJOB:
*Knunanueckoro (ocMoTpa)
*['eHeanornueckoro (MOCTPOCHUE POJOCIOBHOM CXEMBI 110 JAHHBIM AaHAMHE3a)
[ [uToreneTnyeckoro (aHaaM3 KAPUOTPAMMBI C 3aMKChI0 KAPUOTHUIIA PEOEHKA)
*JlepmaTornmuduieckoro
3anumuTe B TETPaau KapUOTUIIBI pEOEHKA U MATEPHU.
CocTaBbTe MPOrHO3 MOTOMCTBA, YUYUTHIBAsI BOBMOKHBIE COPTA TAMET B OBOT'€HE3€E Y MATEPH, a TAKIKE 3UTOT
pu o1r100TBOpeHrH. CaenanTe 3aKJIF0UEHUE O PEIICHUY FTEHETUYECKOM 3a/1a4M B MUCbMEHHOM BHJIE.
VYKakuTe MEeTObl NPEeHATAIbHOW TUATHOCTUKH P NOCIEAYIOIINUX OEPEMEHHOCTSIX.



3agaualNe6

B KKMI' obparunuck cynpyru I1 — BbI ¢ 11€71bIO TPOrHO3a MOTOMCTBA. UeThIpe Mecsiia ToMy Hazad y HUX
ponuics peOEHOK ¢ MHOXKECTBEHHBIMU BpOXKAEHHBIMU TOPOKaMH pa3Butus. [IpenBapurenbHo eMy ObLl
MOCTAaBJICH IMAarH03 XpOMOCOMHOT0 cCuHpoMa. M3 anaMHe3a cTalio U3BECTHO, UTO MaTepu peOEHka 42
rojaa, otiy44. HacneacTBeHHbIX O0€3HEN B poAy y HUX HET. X poACTBEHHUKU: POAUTENH, OpaThs U
cecTpa 3/I0pPOBbI; UMEIOT M0 OJJHOMY 3710pOBOMY peOEHKY. KapuoTunsl ponuresneid B HOpMeE.

JlanHbIE OCMOTpa peOEHKA: MOHMKEH BEC, THUMOIIA3Usl MBI, TYTOMOABUXHOCTh CyCTaBOB,
noJrxouepaaTndecKuil Yepern ¢ BHICTYNAIOIIMM 3aThUIKOM, U30bITOYHAS KOXKA HA 3aThLIKE, KOPOTKAsl 111es,
(iiekcopHOe crubaHre KUCTH C HAJOXKEHUEM yKa3aTenbHoro nanbia Ha I11, a V Ha I'V; «cTona — kauanka»,
BpPOXKJIEHHBIE TIOPOKU CEPJILIA.

Kapuorun pebénka:
deHoTUIT peOEHKa
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Hepmarornud:
*3HAYUTELHO MOBBIIICHA YACTOTA AYTOBBIX Y30POB TaJbIICB
*paJdaibHbBIC TIETJIM YACTO BCTpEYaroTcs Ha 1-oM, 3-eM, 4 win 5 nanapiax
*paiaibHOE OKOHYAHUE TJIABHBIX JIAJIOHHBIX JTUHUM
*BBICOKHI OCEBOU TPUPAANYC (IUCTATBHBIA TPUPAIUYC)
* IUCCOLIMAIINS TPeOCcHEeH
*¢IMHCTBEHHAs crubarenbHas ckiaaka ganoHu(Yl1b)
*CIMHCTBEHHAs crubaresibHasi CKJIaJKa MU3UHIIA.
[IpoBenute Tpu 3Tana MEIUKO — FTEHETUUECKOTO KOHCYJILTUPOBAHUSI, UCIIOJIB3Ys IPUBEICHHBIC JaHHbIe. Ha
nepBoM dTare (YTOUYHEHUE TUarHo3a) MOCaeI0BaTeIbHO U3JI0KUTE TaHHBIE METO/IOB:
*Knnaundeckoro (ocMoTpa)
*['eHeanornyeckoro (MoCTpOCHUE POI0CIOBHOM CXEMBI IO JAHHBIM aHAMHE3Q)
] [uToreHeTHUECKOTO (aHATU3 KAPUOTPaMMBbI C 3alMChI0 KapuoTUIIa peOEHKA)
*JlepmaTornudpuyeckoro
CocTaBbTe MPOrHO3 MOTOMCTBA, UCITOJIB3YS TAOIHUILy SMIIUPUUECKOTO PUCKA U CACIANTE 3aKIIOUCHHUE O
pElIeHUH TeHETUYECKON 3a/]aui B TMChbMEHHOM BHJIE.
VYkakuTe MEeTOIbl MpEeHATaTbHON TUArHOCTUKY TP MOCTIEAYIOMNX OEpEMEHHOCTSIX.



3agauaNe7

B KKMI" obpatunucek cynpyru b — BbI € 11€J1bI0 IPOTrHO3a TOTOMCTBA B CBSI3U C POXKACHUEM Y HHUX
pebEnka ¢ 6onesnbto Jlayna. Bospact cynpyros: xeHe 21 ron, myxxy 2571eT. Y poautesneit 000ux Cynpyros,
WX POJCTBEHHUKOB (Opara W cecTpbl) HACIEACTBEHHBIX Oosie3Hel HeT. Cymnpyru SIBISIOTCS TPOIOPOIHBIMU
cubcamu. JIBoe nerei cecTpbl Cynpyry 310POBBHI.

JlanHbie ocMOTpa peOEHKa: MUKpoLe(aIus, yIUIOMEHHOE JTUII0. MOHTOJIOUIHBIN pa3pe3 1ia3, SIUKAHT,
KOPOTKMM HOC C IIJIOCKOM CHOMHKOM, Makporioccus, Opaxunedanus, HU3KO pacIIOKEHHbIE
nehopMUpPOBaHHBIE YIITHBIE PAKOBUHBI, KOCOIJIa3HE.

Kapuorunsl poguresnent B npenenax HOPMBI.
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Hepmarornud:
*3HAYUTEBbHO MOBBINICHA YaCTOTa AYTOBBIX Y30POB MaJbIIeB
*paiaibHbIE TIETIM YacTO BCTpeyaroTcs Ha 1-om, 3-em, 4 Uiy S5 manbiax
*paiaIbHOE OKOHYAHWE IVIABHBIX JIAJIOHHBIX JTUHUM
*BBICOKHI OCEBOM TPpUPAANYC (IUCTATBLHBIA TPUPATIUYC)
*ICccOLMAIIMS TpeOeHen
*¢IMHCTBEHHAs crudarenbHas ckiaaka jJagonu (UI1b)
*¢IMHCTBEHHAs crubaresibHas CKJIaJKa MU3UHIIA
[IpoBenuTe Tpu 3Tana MEIUKO — TEHETUUYECKOTO KOHCYJILTUPOBAHUSI, UCIIOJIB3Ys ITPUBEICHHBIC JaHHbIe. Ha
nepBOM 3Tare (YTOUHEHHE TUarH03a) MOCIeA0BaTeNIbHO U3JI0KUTE JaHHBIE METO/OB:
*Knnandeckoro (ocMoTpa)
*['eHeaorn4eckoro (MOCTPOCHUE POAOCIOBHON CXEMBI 110 JaHHBIM aHAMHE3a)
e[ [uToreHeTHUECKOTO (aHATU3 KAPUOTPAMMBI C 3aIMMChI0O KapUOTHIIa peOEHKA)
*JlepmaToriuduyeckoro
CocTtaBbTe IPOrHO3 MOTOMCTBA, UCIIOJIB3YS TAOIHILYy SMIIMPUUECKOTO PUCKA U ClIETIAlTe 3aKII0YEHUE O
peIIeHUH TeHEeTUYECKON 3a7]aui B TMChbMEHHOM BHJIE.
VYKaxxuTte, Kakue METO/Ibl TPEHATAIbHON JUArHOCTUKHU 11€J1IeCO00pa3HO MPOBECTHU MPHU MOCIEAYIONIEH
OepEeMEHHOCTH.
Kakue MoJieKyasipHO — TeHETHYECKHE METOJIbI MOXKHO MCIIOJIb30BATh /11 YTOUHEHUS TMarHo3a
HACJIEJICTBEHHOT0 3a001eBaHuA?



3agaualNe§

[Tammmetka I' — Ba, 38 et oOparunack B KKMI ¢ enpro nmporaos3a moromcta. Bo BropoM Opake y Heé
ponuics peOEHOK ¢ BPOXKIEHHBIMU MOPOKaMHU pa3BuTHA. [[eBouka poauiack JOHOMIEHHON ¢ HOPMAJIbHBIM
BECOM, HO B JAJbHEHUIIIEM CTAJIa OTCTABaTh B PA3BUTHH.

[TanmenTke 29 nert, e€ myxy — 36 siet. PonuTenu »KeHIUHBL, €€ IBE CECTPHI, UMEIOIIUE JIBYX 310POBBIX
CBIHOBEH Kak7asi, HACJIEJACTBEHHBIX OoJie3Hel He oTMedaroT. [1o tuHuM Myska: poauTenu, 18a Opara u
CECTpa U UX JIBOE JETEU 3I0POBBL.

[Ipu ocmoTpe peGEHka 0OHApYKEHO: yMEpPEeHHass MUKpoliedaus, IUpoKas IEPEHOCUIIA, TUIIEPTHIIOPU3M,
SIIUKAHT, KIIFOBOBU/IHBIM HOC C IIUPOKUM OCHOBAaHHEM, HU3KO PACTIONIOKEHHBIE YIITHBIE PAKOBUHBI,
OTCTaBaHWE B (PU3MUECKOM U TICUXUYECKOM Pa3BUTHH.

KapuoTtunsl poaurteneit B HopMe, OTKJIOHEHUHN B (PU3UUECKOM U TICUXUYECKOM CTaTyce HE OTMEUYEHO.
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[TpoBeauTe TpH 3Taa MEIUKO — TEHETHYECKOTO KOHCYJIBTUPOBAHUS, UCIIOJIB3Ys IPUBEICHHBIC JTaHHBIC.
Ha niepBom aTane (YyTouHeHHE AHarHo3a) MmociieIoBaTeIbHO U3JI0KUTE JaHHBIE METO/IOB:
*Knuandeckoro (ocMoTpa)
*['eHeamornyeckoro (MOCTPOCHUE POAOCIOBHOM CXEMBI 10 JJAaHHBIM aHaMHE3a)
][ [uToreneTnuecKkoro (aHajanu3 KapuorpaMMBbl C 3aIllMChI0 KapruOTHUIIA PEOEHKA)
*JlepmaToriupuyeckoro
CocraBbTe IPOrHO3 IMTOTOMCTBA, HCTIOJB3YS TAOIHITYy SMITMPUUECKOTO PHUCKA B ClIeTIaliTe 3aKITF0YSHUE O
pEIICHUY TCHETUYECKOM 3a]1aui B MMCbMEHHOM BHJIC.
VYKaxuTe, Kakue MEeTObI ITPEeHaTaJIbHON JUArHOCTUKH II€JIECO00Pa3HO IPOBECTH MPH MOCISAYOIICH
o6epemerHoCTH. Kakue MOJIEKYISIPHO — TCHETHYECKHE METOIBI MOYKHO MCITIOJIb30BaTh JIJISI YTOUYHCHHUS
JMarHo3a HacJaeACTBEHHOTO 3a00neBaHus?

Jlepmarornud:

*4aCTOTa AyI Ha NajblaX 3HAYMTENILHO MOBLINIEHA (HU3KUM TPEOHEBOM CUET) a0

*HEOOBIYHAs KOMOMHALUS B BHJIE CIOKHBIX 3aBUTKOB Ha 1-OM MaJIbIle B COUETAE
Ha 2-OM H 3-M majbliax

*BBICOKHI OCEBOM Tpupaanyc (t')

*[IOBBIIIICHA YACTOTA Y30POB T€Hapa

*¢IMHCTBEHHAs crubarenbHas ckiaaka dagoau (UIIb)

* I CCOITHAIINS TPEOCIIKOB IePMaTbHON KOXKH
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3agaualNe9

B KKMI Hamnpagnen nauueHT I1 - B mo moBoay 6ecrionus. M3 qaHHBIX aHaMHE3a CTalIo U3BECTHO, YTO
OH SIBJISIETCS €TMHCTBEHHBIM PEOEHKOM B CEMbE POAUTENCH, KOTOPHIM K MOMEHTY €TI0 POXKIEHHUS ObLIO:
matepu 40 net, otity 44 roga. HacnenctBeHHBIX OoJsie3HEH CO CJIOB MallieHTa B poay HeT. Ponurenu, cectpa

1 Opar OTIIa 3J0pOBBI, UMEIOT JIBYX 3IOPOBBIX JIETEH COOTBETCTBEHHO. Y MaTepH IMalueHTa €CTh cecTpa, He
MMeIoIasi B Opake JeTeH.

JlaHHBIE OCMOTpA MAIMEHTA: BBICOKUN POCT, €EBHYXOUIHASI KOHCTUTYIUA (Y3KHE IIEUH, IUPOKHUINTA3),

JIBYXCTOPOHHSISI THHEKOMACTHSI, CKYTHOE OBOJIOCEHUE, HE3HAUMTEIIPHOE CHUKEHUE UHTEILICKTA.
Kapuorumnsl pogureei B HOpMe.
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Hepmarornmuduka:
*YBEJIIMYECHUE YHUCIA IYyT

*CHIXEeHUE rpeOHEeBOro cuéra
[IpokcuManbHOE CMEIIEHHE OCEBOTO TPUpaIuyca
*[ToBbllIeHa YacTOTa y30pa Ha TUIIOTEHAPE

[IpoBeauTe TpH 3Taa MEAUKO — TEHETUYECKOTO KOHCYJIBTUPOBAHMS, UCIIOJIb3Ys MPHBEICHHBIC JaHHbIe. Ha
nepBOM dTare (YTOUHCHHE TUarH03a) MOCIe0BaTeIbHO U3JIOKUTE JaHHBIE METO/IOB:

*Knnanyeckoro (ocMoTpa)

*['eHeaorn4eckoro (MOCTPOCHUE POAOCIOBHON CXEMBI 110 JaHHBIM aHAMHE3a)

[ luToreneTnueckoro (aHaanu3 KapuorpaMMbl C 3alUChIO0 KAPUOTHUTIA TTAIIUEHTA; U3YYCHHUE TTOJIOBOTO
XpOMAaTHUHA)

*Jlepmarornuduyeckoro
OO6ocHy#Te TPOrHO3 MMOTOMCTBA Y MAIMEHTA. 3aMuIInTe 3akitoueHue. [IpeoxuTe maToreHeTuIeCcKy o
KOPPEKITUI0 CHMIITOMOB

3anuimmTe NpearnoIOKUTEILHO, KAKHE TaMEeThl MOTJIM 00pa30BaThCsl B OBOTEHE3€ MaTEPH MaIlMeHTa,
CTaBILIME MPUYNHOMN TOSIBIICHUS Y HETO JJAHHOTO HACJIEICTBEHHOTO 3a00JIeBaHMSI.

KakuMu MOJEKYJIIpHO — IUTOTEHETUYECKUMHU METOIaMH MOKHO TIOJITBEPIUTh TUArHO3?



3agauaNel(

B KKMI' nampaBieHna ruHekosorom namuentka K — Ha, 28 et B CBSI3W ¢ HapylIEHHEM
MEHCTPYaJIBHOTO IMKIIA. V3 TaHHBIX aHAMHE3a CTAJI0 U3BECTHO, YTO OHA POJMIIACH OT TPEThEU
O0epeMEHHOCTH MOXKUJIBIX ponuTeniel. JIBe mpeapiaynme 0epeMEeHHOCTH 3aKaHYHBAIUCh
CaMOIIPOU3BOIBLHBIMU a00pTaMu. POJICTBEHHUKY 11O JTUHUM OTIA ( OpaT U ABE CECTPHI) 370POBBI, UMEIOT 10
IBYX 3710poBbIX AeTel. [lanuerka 3amyxem. Jleteit B Opake HeT. Hanuuue HaciaenCTBEHHBIX 3a00JI€BaHUI
OTPHILIAET.

JlaHHBIE OCMOTpA: BBICOKUH POCT; MY>KEIOA00HOE TENOCIOKEHUE, HE3HAYUTEIbHAS ISTUTMEHTALINS BOJIOC
Y YYaCTKOB KOXH, CJ1a00 BBIPAXKEHHOE HAPYIIEHUE KOOPAUHAIIMY U MOTOPUKH PEYH, JIETKasi CTENIEHb
YMCTBEHHOM OTCTAJIOCTH.
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Hepmarornud:
*YBEeNMYCHUE KOJIMYECTBA 3aBUTKOB M JTyT
*CHIKeHHEe 00111ero rpeOHEeBOro cuéTa
*UetwsipéxmnanbiieBast 6oposaa (UIIb)

[IpoBenute Tpu 3Tana MEIUKO — FTEHETUYECKOTO KOHCYJILTUPOBAHUSI, HCIIOJIb3Ys TPUBEICHHBIE JaHHbIE. Ha
MEpPBOM ATarne (YTOUYHEHUE TUArHO3a) MOCIEA0BATEIBHO U3JI0KUTE IAHHBIE METOJIOB:
*Knnanueckoro (ocMoTpa)
[ 'eHEanorn4eckoro (MOoCTPOCHUE POJOCIOBHOM CXEMBI 110 JJAHHBIM AHAMHE32)
e[ [uToreHeTHUECKOro (aHATU3 KAPUOTPAMMBI C 3aMMCHI0 KAPUOTHUIIA MALUEHTA; U3yUYEHHUE MTOJIOBOTO
XPOMAaTHHA)
*JlepmaTornuduieckoro
O6ocHy#TE TPOrHO3 MOTOMCTBA Y MAIMEHTKU. 3aMUIIUTE 3aKItoueHue. [Ipennoxxure maroreHeTH4eCcKyro
KOPPEKIHUIO CUMIITOMOB.
3anuimuTe NpearnoIoKUTEILHO, KAKKE TaMEeThl MOTJIM 00pa30BaThCsl B OBOTEHE3€ MaTEpH MaIlMeHTa,
CTaBILIME MMPUYUHOMN TOSIBJICHUS Y HETO JAHHOTO HACJIEICTBEHHOTO 3a00JICeBaHMSI.
JKeHIMHBI ¢ TaHHBIM AUArHO30M MOTYT UMETH JieTell. HanuinTe Bce BO3MOXKHBIE BAPUAHTHI €€ TaAMET,
00pa3yIoIMXCsl B OBOT€HE3E, a TAKKE 3UTOT, MOJIYYAIOIIHUXCS TTPH OILUIOIOTBOPEHUH UX CIIEPMATO30MIaMU
co cOalaHCUPOBAHHBIM YHCIIOM XPOMOCOM.
Kakue MoJIeKyIsipHO — IIUTOT€HETUYECKNE METOIBI MOXKHO MPEIJIOKUTD JJIsl TOATBEPAKIACHUS AUarHo3a?



3amauaNell

B KKMI runekonorom HampabiieHa nanueHTka C — Ha 28 JeT 1o 1moBoay OecIionusl.
CormtacHo JaHHBIM aHaMHE3a, POAUIACh TJOHOIIIEHHBIM PEOEHKOM B CEMbE pOJUTENCH 0€3 HACIEeICTBEHHBIX
3a0oneBanuil. Bo3pact Marepu k MOMEHTY €€ poxkaeHus 39eT, oria 38 neT. Y Marepu OTAromEHHbIN
aKylIepCKUN aHaMHE3: TP MPEeabIAYIINe OEPEeMEHHOCTH IPEPHIBATIUCH HA paHHUX Cpokax. J[Be cecTphl
Marepu B Opake HE UMEIOT JeTel. Y OTIia €CTh OpaT y KOTOpOro JBOE 3/I0POBBIX ChiIHOBEH. Kapuorun
Cynpyra Nalli€HTKA B HOpME.
JlaHHBIE OCMOTpaA: HU3KUM pOCT, Opaxuiiedanus, TpOrHaTHs, Ha 1Ie€ KPbLITOBUIHBIC KOXKHBIE CKIIAJIKU,
KOPOTKasl i€ C HU3KOM JJMHUEN POCTa BOJIOC HA 3aThUIKE, TPy/IHAs KJIETKAa IIUPOKasi, IUTOBUIHAS,
IIUPOKO PACCTaBICHHBIE COCKU, CaHAaJIeBUIHAS CTOMA, MHPAHTUIBHOCTb.
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Jlepmarornud:

eJ[McTanbHOE PACIOIOKEHUE OCEBOTO TPUPAINYCa

*YBeIMYEHa YaCTOTa 3aBUTKOB Ha IMaJibliax

*Bricokuii rpeOHEBBIN CUET HA MAJIbIIAX
[IpoBenuTe Tpu 3Tana MEIUKO — TEHETUYECKOTO KOHCYJIBTUPOBAHUSI, HCIIOJIb3Ys IPUBEICHHBIE JaHHbIE. Ha
nepBOM 3Tarne (YTOUHEHHE IUarH03a) MOCIeq0BaTeNIbHO U3JI0KUTE JaHHBIE METO/OB:

*Knnandeckoro (ocMoTpa)

*['eHeaOrn4eckoro (MOCTPOECHUE POAOCIOBHON CXEMBI 110 JaHHBIM aHAMHE3a)

[ luToreHeTnueckoro (aHaau3 KapuorpaMMbl C 3alMChI0 KAPUOTHUIIA TAIMEHTKHU; U3YUYEHUE MTOJI0BOTO
XpOMaTHHA)

*JlepmaToriuuueckoro
O06ocCHYyiITE TPOrHO3 MOTOMCTBA Y MAIMEHTKU. 3aUIIUTE 3aKiItoueHue. [Ipennoxxnure mnaroreHeTH4eCcKyro
KOPPEKLHIO CHUMIITOMOB.

3anuimuTe NpearnoNIokKUTENbLHO, KAKHE TraMeThl MOIJIM 00pPa30BaThCsl B OBOT€HE3€ MAaTEpH MallMEHTa,
CTaBILIKE MPUYUHOMN NOSIBJICHUS Y HETO JAHHOTO HACJIEICTBEHHOTO 3a00JIEBAHMUS.

Kakne MOJIEKyISIpHO — IUTOTEHETUYECKNE METOIBI MOKHO MPEIIIOKHUTD ISl TIOATBEPHKIACHUS TUar1o3a’?



3amauaNel2

B KKMI' nHanpasnen nauuenT M — B,12 jieT o noBoy OTCTaBaHUsS B ICUXUYECKOM Pa3BUTHUHU.
CornacHo TaHHBIM ONPOCA POAUTENEH, POAUICS JOHOUIEHHBIM peOEHKOoM. K MOMEHTY poxkaeHus
Marepu 6bu10 30 s1eT, otiry 36. Co ciioB poauTeseH, HacleICTBEHHbBIX 3a00J€BaHU B POy HET.
Ponutenu cynpyroB SIBJISIFOTCSI ABOIOPOAHBIMU OpaToM U CECTPOM. Y Marepu Cynpyru OTAromEHHbIN
aKylIepCKU aHaMHE3: MepBasi 0EPEMEHHOCTh 3aKOHYMIIACh MEPTBOPOKACHUEM, MTOCIEAYIOIIAs —
pokJeHrEeM OOJIbHOM 104epHU, TPEThA - CIHOHTAaHHBIM a0OpPTOM. Y OTIIa CYNpyTa €CTh Opat, y KOTOPOTro

OOJIbHAS JOYb U 3[J0POBBIN ChIH.

JlaHHbBIE OCMOTpA MMalUEeHTA:
Bricokuii v mupokuii 100, ITUHHOE JIUIO, IPOTHATU3M, OOJIBIIINE OTTONBIPEHHBIE YN, YMCTBEHHAs

OTCTAJ0CTb, JUCKOOPANHAIIUA I[BH)KGHHﬁ., MbIIIICYHAaA rminoTOHMA, 6BICTpa$I, cOMBUMBas PCUb.

deHOoTHI

MAlMEeHTa

Kapuorun mauueHrta



[TpoBeauTe TpH 3Taa MEIUKO — TEHETHYECKOTO KOHCYJIBTUPOBAHUS, UCIIONIB3YS PUBEICHHBIC JTAHHBIC.

Ha niepBom »Tane (yTouHeHHE AUarHo3a) MmocjieI0BaTeIbHO H3JI0KUTE JaHHBIE METOJIOB:

*Knuaudeckoro (ocMoTpa)
*['eHeaTorn4eckoro (IMOCTPOCHHE POTOCIOBHON CXEMBI 110 JaHHBIM aHAMHE3a)
][ luToreHeTnyecKoro (aHaau3 KapruorpaMMBl C 3aIllMChI0 KapHOTHUIIA TTAIUCHTA)
*MoeKyISIpHO - TEHETHUYECKOTO

Kakue MOJIeKYyIsIpHO — IIUTOTCHETHYECKUE METOBI CIISAYeT MPUMEHHTH JIUIS IOCTAHOBKH JIHAarHo3a?

Kak Hacnenyercs nanHoe 3aboseBanue?

OO6oCcHYWTE IPOrHO3 MMOTOMCTBA Y MAIIMEHTKU. 3alUIITUTE 3aKTr0ueHUE. [IpemokuTe maroreHeTHIeCcKyIo
KOPPEKITHIO CUMIITOMOB.

VYKaxxkuTe, Kakue MEeTOAbI TPEeHATaIbHON JUArHOCTUKH IIEJIECO00Pa3HO IIPOBECTH MIPH TOCIICAYIOIICH
OepEeMEHHOCTH.



3agayaNel3

B KKMI' HamnpaBiieH I€TCKMM HEBPOJIOTOM PEOEHOK C IEIbI0 YTOUYHEHUS JUarHo3a. Y Heé
NEPUOANYECKH OTMEYAIUCH SMWICNITHYECKUE NMPUMAAKA. W3 JaHHBIX aHAMHE3a CTaj0 U3BECTHO, YTO
peOEHOK (JIeBOUKA) €AMHCTBEHHAS, POAMIIACH HEJIOHOIIICHHOM.

Ponurenu: cynpyre 34 roaa; cynpyry 39 net; 310poBbl. B akyniepckom aHaMHe3e MaTepu peOEHKa
IBOE€ MEPTBOPOKIAEHHBIX Aouyepen. Kapruotunel ponurenen B HOpMe.

E€ poautenu, cectpa u Opat 310pOBbI, UMEIOT MO OAHOMY 310pOBOMY peOEHKY. Poautenu cynpyra
3I0pPOBBI; OpaT 3A0POB U UMEET TPOUX 3JOPOBBIX CHIHOBEM.

[Ipu ocMoTpe pedEHKao OHAPYKEHO:

aJiMHaMUs, TUIOTPO(MUS MBI, CYTOPOKHOE COKPAILIEHUE MBIIIILL;, 33JE€PKKa ICUX0(DU3NUECKOTO
Pa3BUTHS; HAPYUIEHUE CITyXa 3PCHMUS.

buoxuMuueckuii aHanus: B KpOBU OOHAPYKEH BBICOKUM YPOBEHb CONECPKAHUS MOJIOYHON KHUCIIOTHI;
YMEHBIIICHUE KOHIECHTPAWU KaabLHs.

buorncus mbliii: oOHapykeH (PeHOMEH «PBaHbIX KPACHBIX BOJOKOHY (pa3phiBbl MUOPUOPUILI)

[IpoBeauTe TpH 3Tara MEAUKO — FTEHETUYECKOTO
KOHCYJIBTUPOBAaHUS. YKAKUTE, KAKUE JOTOJIHUTEIIBHBIE K
TPAJAUIIMOHHBIM METOJIaM MOXHO MPOBECTH.

OnuimuTe 3Tanbl MPOBEACHUS MOJIEKYIISIPHO —
FeHEeTHYECKOro aHaJIn3a.

Kakue meTopl npeHaTaabHOM JUATHOCTUKHU CIEAYET
PEKOMEHI0BATh?
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3agauaNel4

B KKMI" o6parunuch cynpyru ¢ UeIbl0 YTOUHEHHsI IMarHo3a 3a0oieBanus. Y peOEHka (Manbunka) 6
JIET OTMEYAeTCs OTCTaBaHWEe (PU3UIECKOTO PA3BUTHSI; XPOHHUUECKUH TAMMOPUT (BOCTIAJICHUE HOCOBBIX
nasyx); HapylIeHue MUIIEBAPECHUS: PBOTA, 3aII0PbI; XPOHUUECKUN OPOHXHUT; IbIXaTeIIbHAS
HEI0CTAaTOYHOCTh. [IpenBapuTeNbHBIN AMArHO3 — MYKOBUCIIHIO3.

Bospact poaureneii: Mmath — 28 neT; orent — 29 net. I3 anaMHe3a cTano Uu3BECTHO, YTO POAUTENN
SIBIISIIOTCSI ToTycuOcaMu. Marb CcynpyrH 310pOBa U UMEET 3JI0POBYIO CECTPY, Y KOTOPO IBOE 37I0POBBIX
ChIHOBeW. Marth cympyra 3710poBa ; y He€ ecTh OpaT, y KOTOpOro ABOE 3I0pOBBIX nouepeit. babymiku mo
JMHUY ponuTenelt peOEHKa MPOKUBAIU B OJJHON MECTHOCTH.

JlaHHBIE OCMOTpA NALMEHTA: ACTECHUYECKOE TEJIOCIIOKEHNUE:
3HAYUTEIBHOE TOHMKEHUE Beca; OJEeAHbIE KOXKHBIE TIOKPOBBIL;
MOCTOSTHHBIE MPUCTYIIBI KALUISA ¢ TYCTOM, THOMHOM MOKpOTOMl. B
JETKHUX )KECTKOE JBIXaHUE, XPUIIbL, [ pyaHas KieTka
nedopMupoBaHa.

[IpoBennuTe MEAMKO —TEHETUYECKOE KOHCYJIBTUPOBAHUE.
[lepeuncnure BCe UCMOIB3YEMBIE I THATHOCTUKU METO/IBI.
Kakne MoJIeKysipHO — TeHETUYECKUE METOBI CIETYET
VICIIOJIB30BaTh C LUEJIbI0 YTOYHEHHS AuarHo3a? OnuInTe ux
JTaIIbI.

Kakne MeToibl TpeHaTaIbHON AUArHOCTUKH CIIEAYET
PEKOMEHI0BATH ?




